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BBE/IEHHUE

AKTYaJIbHOCTH H30pPaHHOIl IP00OIeMBbI

B mocnegnue roasl oTMeuaeTcs 3HAYMTEIBHBIM POCT YacTOTHI aJIEPTHYECKUX
3a00J€BaHUi, OJHO W3 BEAYIIUX MECT CpPeId KOTOPHIX 3aHUMAET AaTOMUYECKUU
nepmatut (AJl) [5; 6; 8; 14; 15]. D10 3ab0sieBaHUE CYIIECTBEHHO CHUXKACT KAuyeCTBO
KU3HU TAIUEHTa M €ro CEMbH, MOITOMY IpobiieMa CBOEBPEMEHHOW W aJeKBATHOMU
Tepanuu 3a00J€BaHMS B HACTOAIIEE BpeMs mpuolOpena 0coOYH MEAUIMHCKYI H
COLMAJIBHYIO 3HAUYUMOCTb [2; 4; 5; 41]. HacToTa aTONMUYECKOr0 AEPMATUTA B PA3TUYHBIX
nonyssiuusax EBpoIbI, O JaHHBIM pa3HbIX aBTOPOB, cocTaBisieT oT 15 mo 20 % [6; 14;
15; 26; 38; 39]; B Poccun — 5,2—-15,5 % [2; 17; 21; 41]. PactipocTpaHeHHOCTh JAHHOTO
3aboneBanuss B HoBocuOupcke cpenu AeTed JOMIKOJBHOTO BO3pacTa COCTaBISET
17,4 %, cpean aereil MIIAAIIEro LIKOJbHOTO Bo3pacta — 9,1 %, crapmero — 6 % [3].
Kak dbeHoTHl OH MpeacTaBiIseTCs C MO3UIIMU 3THOJOTHH T€TEPOTCHHBIM COCTOSTHUEM.
B u3BecTHOM pYKOBOJACTBE IO J€PMATOJIOTUH BBIICISIOT TPH OCHOBHBIX BUJA Je(DEKTOB
nmpu AJl: nedextl OapbepHON GYHKIMU H>nuaepMmuca; 1ae(exTbl BpOKIEHHOTO
UMMYyHUTETa, AedeKkTbl UMMYHHOU perymsinuu [38]. [lo ganueiM nutepatypsl, y 80 %
nereu, crpagaromux AJl, oTMeuaercsi OTATOILIECHHBIN cemelHblid aHamHe3. [Ipu >Tom
qarie BBISIBISETCS CBSI3b C ATOMUYECKUMHU 3a00JICBaHUSIMU TI0 JIMHUKM MaTepu
(60—70 %), pexe — no nuaum otua (18-22 %). Hanuuue aronmuueckux 3a00JIeBaHUN Y
oboux poauteniei MoBkImaeT puck pasButus AJ[ y pedbenka go 60—80 % [38]. Ilpu
aTOMHUHU y OJTHOTO U3 poauTeneit oH moHmxkaercsa 1o 45-50 % [5, 38]. D10 popmanbHO
COOTBETCTBYET ayTOCOMHO-JIOMUHAHTHOMY TUNy HaclenoBanust — 50 % puck nepenadu
3a00J€BaHMUsl, HO TPU OTOM OH HHUKOTJIa TAaKOBBIM HE CUUTAJCS, B OTJIMYHE OT
ByJbrapHoro wuxtrosza. CyIIeCTBEHHBIM MpPOrpecc B Pa3BUTHH  MOJICKYJISIPHO-
TCHETUYECKUX TEXHOJOTUM M, KakK CIEeJICTBHE, MX 0oJyiee MHUPOKOE IMPUMEHECHHUE B
MPaKTUYECKON MEIUIIMHE, BCE Yallle BHOCUT U3MEHEHUS B MIPEACTABIICHUSI, B TOM UUCIIC
U 00 STHOJIOTMYECKON CTPYKType, KazaJoch ObI, JOCTaTOYHO XOPOIIO H3YYECHHBIX
3aboneBanuil. OHUM U3 SIPKUX TPUMEPOB TAKOTO POJIa M CTaJ ATOMUYECKUM JepPMaTHT.

B oH-nmaiiH karanmore reHoB M reHermyeckux 3aboseBaHui yenoBeka OMIM (Online
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Mendelian Inheritance in Man) npu nmoucke Mo KJIHOYEBBIM cloBaM «atopic dermatitisy
Haxonutcs 96 pedeparos [127]. 3HaunTenbHAsI YaCTh ITUX T€HOB U ()EHOTHUIIOB CBsI3aHA
¢ (yHKIMOHUPOBAHUEM HMMMYHHOH CHUCTEeMBI, (POPMUPOBAHHUEM KOXKHOT'O Oapbepa, HO
€CTh U JIpyTasi 4acTh, CBSI3aHHAS C HapyIIeHUAMHU oOMeHa BemecTB. U ecnu Ha nedeKThl
OapbepHOi (YHKIIMU SHUJEPMUCA BCICACTBME MyTalluid B TeHe (QuiarrpuHa, Io
MOCJICTHUM 3aIaJHOEBPONIEHCKUM JTAaHHBIM, TTPUXOIUTCS OKOJIO MOJOBUHBI ciiydaeB A/l
[75], TO nons HapylleHUd oOMeHa BEIIeCTB B KaueCTBE NMPUUYUHBI Pa3BUTHS (EHOTHUIIA
AJl ocTaércsi HEM3BECTHOM, TaK)Ke Kak W Heu3BecTHa A0Jisi AJl, acCOLIMMPOBAHHOTO C
myTtanusimu B rede FLG, B Poccuu. B Slnonuu sta nons cocrasnsaet okotio 20 % [143].
NHTeHCMBHO BenéTcsl MOUCK APYTUX T€HOB-KAHIWUJATOB, BHOCSIIMX CBOM BKJIaJ B
npeapacnoyioxkeHHocTh K pazsutuio AJl. B 6aze nanueix HuGE Navigator conepxutcs
uHpopmaius o 224 renax, npoBepeHHbIX Ha acconumanuio ¢ AJl [105]. IIpoBeneno
HECKOJIBKO JIECSITKOB TIOJHOT€HOMHBIX accoluaTUBHBIX wuccienoBanuii (GWAS).
Nudopmariuu HaKOIUIEHO YK€ MHOT0, HO NEpexo/ia KOJIMYEeCTBa B Ka4eCTBO MOKa HE
MPOU30IIIO0, HE CIY4YMJIOCh TOrO0 KAauyeCTBEHHOrO TMpOpbIBA B TOHUMAaHUU €ro
ATHOINATOreHe3a, KOTOPhIM Obl MPUBEN K pa3pabOTKe aaropurMa BeACHHsS OOJbHBIX,
COBMEINIAIONIET0 B cebe  MPEeACTAaBICHHS  JOKa3aTelbHOM  MEIULMHBI  C

MCPCOHAIN3NPOBAHHBIM ITOAXOA0M.

Crenenb pa3padOTAHHOCTH TeMbI JUCCEPTAIUU

3a mocnenHue AECATHIETUS OIMyOJIMKOBAaHO MHOTO HaYyYHBIX pa0dOT MO M3YUYEHUIO
AJl. CyiiecTBeHHBIN BKJIaA B u3ydeHue rnpodseMbl AJl BHecnn kak 3apyOexHbie [75],
TaKk M OTedecTBeHHble aBTOpbl [2; 41; 136]. Ero wusyyarwT JIepMaTOBEHEPOJIOTH,
neauaTpbl, HWMMYHOJOTM W PSA  JAPYrUX  CHEHHAIUCTOB. JTO  OOBACHSIETCS
MHOTOTPaHHOCTBIO  MPOOJIEeMbl W pa3HOoOOpa3ueM  KIMHMYECKUX  MPOSBICHUMN
atornuuyeckoro nepmatuta. Emé B 1993 r. S. Kissling u B. Wiithrich nonsitanuce
BBIJICJIUTh Pa3UyHbIE TUIBI TedueHUst Oosiesnu [116]. B mocnemytonue roasl 3TH
MIOTNBITKY JIeJIaTu KaK 3apyOekKHbIe, TaK U poccuiickue uccnenonrarenu [14; 21; 38; 139].
OpHako A0 HACTOSIIIETO BPEMEHU OTCYTCTBYET €/lMHasl OOIIeNpUHATas KiacCupuKalus,

IIO3BOJIAOIIAA BBIACIUTE OCHOBHBIC THIIBI KaK CaMOI'O 38,6OJ'I€BaHI/I${, TaK U €Io TCUCHUA.
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B PoccuiickoM HanmMoOHAIBbHOM COTJIACUTENIBHOM JIOKYMEHTE O HApPYKHOM Teparuu
aTOMMYECKOr0 JAEpMaTUTa BBIIEISAETCS TPU OCHOBHBIX CTENEHU TSKECTU Mpolecca:
Jerkoe TeueHue 3aloyieBaHus, CpeAHeTspKenoe u Tsokénoe. llpu cpeaneTspkenoMm
TEYEHUH OTMEYaeTCs PacClpOCTPAHEHHBIN XapakTep mopaxeHus. Yuciao obocTpeHuid —
1o 3-4 B roj, yBEIMYMBACTCS MX IJIUTEIBHOCTb, MPOLIECC MPHOOpETaeT YIOPHOE,
TOPIUHOE TEYEHUE C HEBBIPAXKEHHBIM 3(P(EKTOM OT MPOBOAMMOMN Tepanuu [4].
[Ipob6nema 3akiroyaeTcss B TOM, 4YTO, HECMOTpSl Ha MNPUMEHEHHME BCEro apceHasa
COBPEMEHHBIX METOJIOB JICYEHHs, B 3aMETHON 4acTu cllydaeB He yAa€Tcs TOOUTHCS
MPOJOJDKUTENBHON KauecTBEHHOM pemuccuu AJl M MPUXOAUTCS KOHCTATUPOBATH €TO
TOPHUAHOE TEUECHUE.

Takum 00pa3om, MHOTOrpaHHOCTb npoOieMbl AJl oueBugHA. MHOrHE aCHEKTHI
ATOro 3a00JIEBAHMS OCTAIOTCS JUCKYCCUOHHBIMHU U TPEOYIOT pEIllIeHUs Ha COBPEMEHHOM
YPOBHE 3HaHUI C MPUMEHEHUEM KOMIUIEKCHOTO MOJAX0/1a HE TOJIBKO K JUAarHOCTHUKE, HO
U K JieyeHuto. B oreuecTBeHHONW u 3apyOeXHOW JUTEpaType HE BCTpedaeTcs
KOMIUJIEKCHBIX PabOT, OXBaTHIBAIOLIMX IEPEYUCICHHbIE AaCHEeKThl MPOOJEeMbl, YTO U

O6YCJIOBI/IJIO AKTYAJIbHOCTDb JAHHOT'O UCCJICIOBAHUA.

eap nccaexoBanusi

Pa3zpaborats 1 000CHOBAaTh MPUMEHEHUE HOBBIX JUATHOCTUYECKHUX MOX0/I0B MPHU
TOPIUJHOM TEUYEHUU AaTONMMYECKOTO JE€pMAaTUTa C MCIOJIB30BAHHEM METOJOB
XpoMatorpauueckoro  HCCICIOBAHUS  MOYU,  MOJICKYJISIPHO-T€HETUYECKOTO U

OUTOI'CHCTUYCCKOI'O aHaJIn3a.

3agaum ucciae10BaHUA

1. W3yunTh BKJIAA pacnpoCcTpaHEHHBIX MYyTallMii B reHe (QuuiarrpuHa B
pa3BUTHE TOPIHUIHOIO TEYEHUSI ATOMMYECKOT0 IepMaTUTA.

2. OnpenenuTh  JIOAI0  HACIAEJACTBEHHBIX  3a00J€BaHUM C  KOXKHBIMU
MPOSBIICHUSMH B TPyMIE OOJIBHBIX C TOPIUIHBIM T€UEHUEM aTOMMYECKOTO IepMaTUTA.

3. OueHuTts 1eecoo0pa3HOCTh NPUMEHEHHs XpoMaTorpaduu MO4M B TpyMIe

OOJBHBIX C TOPIUAHBIM TCUCHUCM ATOIMUYCCKOTO ICPMATHUTA.
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4. M3yuuTh YacTOTy XpPOMOCOMHBIX aHOMaJIWi B Tpymmne OOJbHBIX C
TOPHUAHBIM TEYEHUEM aTOIUYECKOTO AEPMATHUTA.

5. OueHuTh 1enecoo0pa3HOCTh HUCKIIOUEHUS IeJIMaKUU U ajIepruyecKout
SHTEPONATUU ITPU TOPIHUIHOM TEUEHUHU aTONUYECKOrO I€PMATUTA

6. [IpoBecTn aHanM3 accouMaluii TEHOTUIIOB M aiieneil MmoJIuMoppu3MoB
psila TEHOB-KAHAUAATOB C TOPIUIHBIM TE€YEHHEM aTOMMYECKOTO J€PMATUTA.

7. Pazpabotarh anroput™M HJIEHTUDUKAIUK BEAYIIUX OSTHUOJOTHYECKUX

(1)aKTOpOB TOPIIUAHOTO TCUCHHA ATOIMMUYCCKOTO ACpMaTUTaA.

Hayuynast HOBHU3HA

B pe3ynbTare npoBeIeHHOT0 MCCIEIOBAHMS MOYyYEeH PsiJl HOBBIX HAYYHBIX JTAHHBIX,
MMEIOIINX KaK TEOPETUUECKOE, TaK U MPAKTHYECKOE 3HAYCHUE.

BriepBble nmoka3aHo, 4yto xpomartorpadusi MOUu — MH(OOPMATUBHBIN JOMOTHUTEILHBIN
MeToZ 00CJIeIOBaHHS MALMEHTOB C TOPHHIHBIM TEYEHHUEM ATOIMUYECKOrO JepMaTUTa JUIs
BBISIBJICHHST (hepMeHTonaTuii y Jered B Bo3pacTte 10 6JieT. DTOT METOJ IOMOraer
WHIMBUAYalIM3MPOBaTh HA3HAYAEMyIO JMETY, a TaKKE CBOEBPEMEHHO IHAarHOCTUPOBAThH
MyJbTU(AKTOpHATIbHBIE  3a00sieBaHMs  (MOYEK, DHIOKPUHHOM CHUCTEMBI W T.J.) H
HacJeICTBeHHbIE Ooe3Hn oomeHa Bemects (HBO).

Jloka3aHo, 4YTO AaTONMUYECKUHA JEpMATUT MOXET ObITh pPAHHUM MapKepoOM
(dhepMeHTONaTHI 1 HAPYILIEHUSI OOMEHA BEIIECTB M OCOOCHHO aJUIePrUYeCKON SHTEPONIaTHH.

[lokazano, uTo Hammuue crneuupuyeckoro (eHoTuna WM MOJIUCUCTEMHOIO
3a00JIeBaHuUs, COYETAIOMIETOCSl C ATOMUYECKUM JEpMAaTUTOM, MOXKET OBbITh MapKepoM
XpPOMOCOMHOM TTATOJIOTUH.

BriepBbie onpeeneHa yactoTa AByx Hanbosee 4acTeix MmyTaruii (2282del4 u R501X)
B rene FLG cpenu nmammenToB ¢ TopriuaHbM TeueHueM AJl (15 %).

[Tokazano, uTto moaUMOpGU3MbI TEHOB UMMYHHOTO oTBeTa 15231775 rena CTLA4,
rs1800795 rena IL6 u rs16944 rena IL1B acconumnpoBaHbl C aTONMYECKUM JIE€PMATUTOM C
TOPHUIHBIM TeueHueM y xkeHUuMH. [lomumopdusmer 15763780 rena IL17F u VNTR rena

IL1RN He BHOCSAT CyILIECTBEHHOIO BKJIa/ia B pa3BuTue A/l ¢ TOpIUIHBIM TEUEHUEM.
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TeopeTnueckasi u NpakTHYECKasi 3HAYUMOCTb PadoThI

[Ipu TopniuaHoMm Teuenun AJl, Korja oTMedaeTcsi paclpoOCTPAHEHHBIN XapaKTep
MOpaXXeHUsl, Yucio 00ocTpeHuil — 10 3-4 B roj, yBEIWYMBAETCA UX JUIMTEIbHOCTD,
npolecc NpUOOPETAeT YIOPHOE TEYEHUE C HEBBIPAKEHHBIM 3(P(HEKTOM OT MPOBOIUMOM
Tepanuu; HeoOXOAMMO UCKATh MPUYUHBI TAKOTO pa3BUTHUs 3a0oieBanus. Kak MUHUMYM
B 43 % caydyaeB 3TO 00YCIOBJIEHO HACIEACTBEHHOW MPEAPACTIONOKEHHOCTHIO pa3HON
ATHOJOTUU (MOHOTEHHAs, XpOMOCOMHasl, MyJbTU(aKkTOpuaibHas). B nepByto ouepenb,
HEOOXOIUMO  HCKIIIOYUTH/TIOJITBEPAUTh MOHOTE€HHbIE M MYJbTU(AKTOpHUATbHbBIE
HacJe/JCTBeHHbIe 3a00JeBaHus, IPU KOTOPBIX BCTPEUAIOTCS CUMIITOMBI, XapaKTePHbIE
st A, JIns 3TOro  JOMMKHBI  MCHOJIB30BaThCS BCE  COBPEMEHHBIE  METOJIbI
UCCJIEIOBAHMUM, KPYr KOTOPBIX OIpeAeNseTcss MpelBapUTEIbHbIM  JIHAarHO30M,
0a3upyOIKUMCs Ha pe3ybTaTax OCMOTpPa, 3HAKOMCTBA C MEAUIIMHCKON TOKYMEHTalueH
U aHaiu3a ceMmeiHoW uctopuu Oonesneld. IlpoBeneHue Kypca Jed4eHHS] OCHOBHOTO
3a0o0sieBaHUs C BblJauel peKOMEHJalui mo o0pasy KU3HHU, (PU3NYECKONH aKTUBHOCTH,
OCOOEHHOCTSIM pallOHA MHUTAHHS TO3BOJISIET JOOUTHCA CYIIECTBEHHOTO YIIYYILIEHHS
COCTOSIHUS KOXKHU.

[Tokazano, uto npu TOopruaHOM TedeHun AJl y neredt 10 6 JeT HEOOXOIUMO
UCKJII0YaTh 3a00JIeBaHUs TOYEK, SHIAOKPUHHOW CHUCTEMbI, HACJIEJCTBEHHBbIE OO0JIE3HU
oOMena u (¢epMeHTtonaTuu. Xpomartorpadguss MOYM HE TOJIBKO MO3BOJISET
UCKIIIOYUTH/TIOATBEPAUTh  HAJIMYME  OTUX  COCTOSAHHMM, HO M  TIOMOTaeT
WHIUBUIYATU3UPOBATh HA3HAUYAEMYIO JIUETY.

3HauuTeNbHAs J0JS HOCUTENeW MyTanui B reHe guuiarrpuna (MUHUMYM 15 %)
cpenud OONBHBIX C TOPHNUAHBIM TeueHueM AJl nenaeT TecTUpOBaHUE HAa 3TU MYyTallUU
00s3aTEIbHBIM KOMIIOHEHTOM aJrOpUTMa MO MOMCKY 3THosorudeckux (axropor A/l
B cnyuae moaTBepxknenus ¢akra HocutenbcTBa MyTanuid B reHe FLG 3to saBmsercs
OCHOBAaHHUEM I KapJAMHAJIBHOIO MEPEecMOTpa TAaKTUKU BEJEHUS TAKOTO MalUeHTa U
MPOrHO3a pa3BUTHUs 3a00JieBaHUS KaK y camMoro mpoOaHja, Tak U €ro poJICTBEHHUKOB
(HocuTeneil MyTaluii, eciu TakoBble OyAYyT BbISBIICHBI). AHAIU3 CEMEIHONW UCTOPUH B
TaKMX ClydasX MO3BOJISIET BbIIaTh O0J€e TOUHBIN MPOTHO3 MPU KOHCYIbTALUU C LENbI0

IIAaHUPOBAHUS CCMbBbU (CCJII/I BO3HHUKACT TaKasd HCO6XOI[I/IMOCTB).
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VYcraHoBiieHHbIE (DAKTOPhI pUCKA BO3HUKHOBEHUS W PAa3BUTHUS TOPHHUIHOTO
teueHus AJl mo3Boauau pa3zpaboTaTh ONTUMU3HUPOBAHHBIA ANTOPUTM HICHTU(UKAIIUU
BEIYIIUX OSTHOJOTHMYECKUX (DAKTOPOB C TIOMOIIBIO JOMOJHUTEIBHBIX METOJI0B
JTUArHOCTUKU (MOJICKYJISIPHO-TEHETUUECKUA, XpoMaTorpadus MOYH, KapUOJIOTHUECCKUM )
topnuaHoro TedeHuss AJ[, dYTo B CBOWO OdYepenb IMO3BOJISIET MOA00paTh

HUHAWBUAYAIU3UPOBAHHYIO 3THOIIATOTCHECTUYCCKHU 06OCHOBaHHy10 TCpPaIInro AI[

MeToa0J10rus U1 METOAbI AUCCEPTALMOHHOI0 UCCJIEOBAHMSA

B xozme nmccepTalmOHHOTO HCCiENOBaHMS ObUIM NPUMEHEHBI OOIEHAYy4YHbIE
TEOPETUYECKHE METOJIbl, TAKHe KaK aHallu3, CUHTE3, MHAYKLHUS, cpaBHeHUE. B pabote
UCIIOIB30BAH  IIUPOKHMM  CIEKTP  METOJOB  MCCIENOBaHMA: METOX  OIpoca,
KIIMHUKO-T€HEAJOTUYECKUN METOJ, KIWHUYECKUH OCMOTpP, aAHTPOIIOMETPUYECKUN
METOJI, UCCIIENOBAHUE ApTEPUAIBHOIO JABJICHUS, IIYJIbCA, LIUTONCHETUYECKUNU METON,
NDA, xoInyecTBEHHbIE M MOJYKOJIMYECTBEHHbIE TECThl U Xpomarorpadus mouu. B
X0l€ MOJIEKYJISIPHO-T€HETUYECKOW YaCcTU MCCIENOBaHUs IPUMEHSUIMCh  TaKue
crenuanbHble METObl, Kak ¢enon-xnopopopmuas skctpakuus JHK, IIHP c
MOCJIEAYIONIMM  aHAJU30M JUIMH PECTPUKIMOHHBIX (ParMeHToB, KaMWUIIPHOE
cexkBeHrpoBanue. [Ipu 00paboTKe MOTYyUYEHHBIX PE3YyIbTAaTOB MCIOJb30BAIUCH METOIbI

CTaHAAaPTHOI'O CTATUCTUYICCKOI'O aHAJIN3a.

ITo/10:keHNsi, BBIHOCUMBbIE HA 3AIIUTY

1. Y nauMeHToB C TOPHUJHBIM TEUYEHUEM aTONHUYECKOro JepMaTuTa
MoHOTeHHass (opma 3a0oneBaHus cocTaBiser 14,7 % caydaeB U oOmpeaensercs
cymMmMapHo# yactoroir Hocutenend myranuii 2282del4 u R501X B rene FLG.

2. [Ipy TOpNMAHOM TEUCHUH AaTOMUYECKHH JepMATHUT MOXKET OBITh He
CaMOCTOSITEJIbHBIM ~ 3a00JIeBaHMEM, a SIBISATBCI OJHUM U3 CHUMIITOMOB IIpHU
TE€HOJIEpPMAaTO3aX 3KTOAEPMAIBHOTO U SKTOME30AEPMATBHOTO IPOUCXOKICHHUS.

3. VY nereil ¢ TOPIUIHBIM TEUEHUEM ATONMMYECKOTO JAEPMATUTAa B BO3PACTE J10
6 mer xpomarorpadus Mouyu SBISAETCS S(OPEKTUBHBIM JIOMOJHUTEIBHBIM METOJ0M

oOcnea0BaHusl, MO3BOJISIOIINM UHIUBUAYAIU3UPOBATh HA3HAYAEMYIO JTUETY.
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4. TopnuaHoe TeueHHWe AaTONUYECKOro JepMaTuTa B COYETAHUU CO
cnenuuyeckuM (EHOTUTIOM HW/WIU TOJUCUCTEMHBIM 3a00JICBAaHUEM MOXKET OBITh
MapKepOM pa3INYHBIX XPOMOCOMHBIX aHOMAJIUH.

5. ATOnUYECKUN JIepMATUT y JI€Te MOXEeT OBITh pPaHHUM MapKepoM
aJUIepru4eckor sHTeponatuu B 67,9 % ciydaeB u nenmakuu B 24,7 % B BO3pacTe 10
5 zer.

6. TopnuaHoe TeueHre aTOMMYECKOTo JIepMaTUTa y KEHIUH aCCOLUUPOBAHO
¢ nonuMopdu3MamMu reHoB UMMYHHOTO oTBeTa 15231775 rena CTLA4, rs1800795 rena
IL6 1 rs16944 rena IL1B. ITonumopdusmer 1763780 rena IL17F u VNTR rena IL1RN

HC BHOCAT CYHICCTBCHHOI'O BKJIaZld B PA3BUTHUC JAHHOTO JICPMATO34d.

CreneHb 10CTOBEPHOCTH

Martepuainbl, TpencTaBieHHbIE B JIUCCEPTAllMU, OCHOBAHBI Ha OO0CJEIOBAHUU
470 naupeHToB C¢ TOpnUAHbIM TeueHueM AJl, 470 dyenoBek TIpymnIbl KOHTPOJS IS
CpPaBHEHMsI 4YAaCTOT TIEHOTUIIOB M ayened u 377 mauueHTOB C YCTaHOBJIEHHBIM
JUArHOo30M LIEJINAKUU WIH AJJIEPTUYECKOM 3HTEpOonaTUH. MOJEKYIApHO-TEHETUYECKOE
uccieoBaHue MpoBeleHO y 470 mauueHTOB € TOpOUAHBIM TeueHueM Al u y
470 yenoBeK Ipynnbl KOHTPOJIA. JJOCTOBEPHOCTh PE3yJIbTaTOB MCCIEIOBAHUS OCHOBAHA
HAa KOPPEKTHOM TPUMEHEHHH COBPEMEHHBIX METOAMK JabopaTOpHOrO aHaiu3a u

WCIIOJIb30BaHUU aJIeKBATHON CTATUCTHYECKON 00pabOTKH.

Anpobdanus padoThI

OCHOBHBIE TIOJIOKEHUSI TUCCEPTALMU JIOJIOKEHBI U OOCYXXJEHbl Ha 8-M U 9-Mm
MexayHapoaHbix ¢GopymMax JAepMaToBeHEposioroB U kocMeronoroB (Mocksa, 2015,
2016), ma 7-m cwe3ge Poccuiickoro oOmecTBa MEIUIIMHCKHMX T'€HETHKOB
(Cankr-IlerepOypr, 2015), nHa PaxMaHOBCKMX YTEHHUAX: BYEpa, CETOIHS, 3aBTpa B
oreuecTBeHHOM  nepmaroiorun  (MockBa, 2015), mwa  7-it  Poccuiickoii
HAay4YHO-TIPAKTUYECKOM  KOHPEpEeHIMH C  MEXKIYHapOJHBIM  y4acTHEM,  Ha
Cankr-IlerepOypreckux nepmaronoruueckux ureHusx (Cankrt-IletepOypr, 2013), Ha

18-t u 19-if CubupcKuxX MEXpEruoHalbHbIX KOH(pepeHuusx «JlepMaToBeHEpOIOrus
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Cubupu: Hayka u npaktuka» (HoBocubupck, 2014, 2015).

HuccepranroHHas paboTa anmpoOupoBaHa Ha 3aceaHUM MPOOIEMHON KOMHCCHU
«Kosxnbie n Benepuueckue 6onesnu» 'bOY BIIO «HoBocubupckuii rocyjapcTBeHHBIH
MEIUIMHCKUIA yHUBepcuTe™ Munszapasa Poccun (HoBocubupcek, 2016).

Jluccepranys BIIOJIHEHA B COOTBETCTBUU C IJIAHOM HAay4YHO-HCCIIEI0BATEIBCKON
pa6otel 'BOY BIIO «HoBocubupckuit rocy1apcTBEHHbI METUIIMHCKUI YHUBEPCUTET

Munsapasa Poccun, HoMep rocynapctsenHoi peructpaunn 01201461914.

BHenpeHnue pe3yjbTaToB HCCJIE10BAHUS

[IpakTHYeckne pPEKOMEHIAIMH, BBITCKAIONINE W3 PE3YyIbTaTOB HCCIEIOBAaHMUS,
NPUMEHSAIOTCS B KIMHUYECKOW paboTe MpH OKa3aHWKM TOMOIIM TMaIlMeHTaM C
aTonmu4eckuMm  nepmarutom  [ocymapctBeHHoro  HoBocuOupckoro  00JIacTHOTO
KIMHUYECKOTO TUArHOCTHYECKOTO IeHTpa, ['opoackoi kiuHUYecKord OombHUIBI No 1
(r. HoBocubupck) u B 1a00paTOPHO-TUATHOCTUUECKUX HCCIIETOBAHUSIX
HayuHo-nccinenoBaTebCcKOro WHCTUTYTA TEpamud U MPOPUIAKTHYSCKON MEIUIIUHEI
(r. HoBocubupck).

OcCHOBHBIE TOJIOKEHHST PaOOTHl BHEAPEHBI B Y4YeOHBIH mporecc Kadeapsl
JIEpPMaTOBEHEPOJIOTUN M KOCMETOJIOTHH, Kadeapbl METUIIUTHCKOW TeHETUKN W OMOIOTHH
HoBocnuOMpcKkoro rocyaapcTBEHHOTO MEIHWIIMHCKOTO YHHUBEPCHUTETa M HCIIONB3YIOTCS
Opyd  YTEHUW  JIGKIIMA W TPOBEJACHUS  CEMHWHApOB Y  CTYIEGHTOB U

Bpavyer-KypCaHTOB.

Ily0ankanuu MaTepuaJIoB HCCJIEI0BAHUSA

[To Teme nuccepranuu onyoiarkoBaHo 19 HayuHbIX paboT, B ToM yuciie 11 crarei
B J)KypHajax M U3JaHUsIX, KOTOPBIE BKIIOYEHBI B IEPEUYECHb POCCUICKUX PELEH3UPYEMBIX
HAyYHBIX XYpPHAJIOB, B KOTOPBIX JOJKHBI OBITH OMYyOJMKOBaHbl OCHOBHBIE HAyUHBIE

PE3YIbTAThI JII/ICCCpTaI_II/Iﬁ Ha COMCKAHUC YUYCHBIX CTCIICHEH HOKTOpa U KaHAHUA4aTa HAYK.

O0beMm u cTpyKTYypa padorsl

Huccepranusa nsnoxeHa Ha 208 cTpaHMIlaX MAallWHOMHUCHOTO TEKCTAa U COCTOUT
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13 BBEJICHUS, TPEX TJIAB, 3aKIKOYEHHUS, BBIBOJOB, IPAKTUUYECKUX PEKOMEHAAIMH, CITHCKA
COKpAIllGCHUA W  YCIOBHBIX O0O3HAYeHUH, CHHUCKAa JUTEpaTypbl U  CIHUCKa
WJUTFOCTPATUBHOrO Matepuaina. CIucok JauTepaTypbl NMPEACTaBIeH 158 MCTOYHHMKaMH,
u3 kotopeix 116 — 3apyOexxHbix  aBTOpoB.  [lodyueHHble  pe3yJbTaThl

MPOWJLTIOCTPUPOBAHBI ¢ TOMOIIBI0 14 Tabmuil 1 38 pUCYHKOB.

JIMYHBIN BKJIAJ aBTOpPa
Becb matepuan, mnpencTaBiIeHHBI B AuccepTanuu, codpaH, o0paboTaH u

MMPpOaHAJIM3UPOBAH JTNYHO aBTOPOM.
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I'/TABA 1 OB30P JIMTEPATYPHBI

1.1 ATronuyeckuil JAepMATUT, KPUTEPHUH [IHATHOCTHKH, TMOAXOABI K

KJIaccu(puKaumu

B mocnegnue roapl oTMeuYaeTcs 3HAYMTEIBHBIM POCT YacTOTHI AJNIEPTHUYECKUX
3a007€BaHUi, OJHO W3 BEAYIIUX MECT CpPeId KOTOPHIX 3aHUMAET AaTOMUYECKUU
nepmatut (AJl) [5; 6; 8; 14; 15]. Dra maToysorus CyImIECTBEHHO CHHUXKAET KauyeCTBO
KU3HU TAIMEHTa M €ro CEMbH, MOITOMY IpobiieMa CBOEBPEMEHHON W aJeKBATHOMU
Teparuyu 3TOM HO30JIOTHU B HACTOAIIEE BpeMs Mpuodpesia 0coOyr0 MEAUIIMHCKYIO U
COLMAJIBHYI0 3HAUYUMOCTH [2; 4; 5; 41].

ATONUYECKUN JEepMaTUT OJIHO M3 CaMbIX PACIHPOCTPAHCHHBIX 3a00JICBAaHUM B
paHHeM JeTCKOM Bo3pacTe. Ero udacrora B pasznuuHbIX Homyisnusx EBpombl, 1o
JAHHBIM Pa3HbIX aBTOPOB, cocTaBisieT oT 15 1o 20 % [6; 14; 15; 26; 38; 39], B Poccuu —
or 5,2 no 15,5% [2; 17; 21; 41]. Pacnpoctpanennocts AJl B HoBocubupcke cpenu
JieTel JOMKOJIBHOTIO Bo3pacTa cocrapisieT 17,4 %, cpenu AeTed MIaaiiero mKoJIbHOTO
Bo3pacta — 9,1 %, crapuiero — 6 % [3]. 3a mocinegHee aecATUIETHE OMYOJIMKOBAHO
MHOTO HayuyHbIX paboT mo AJl. Ero wusydamoT pepmaTOBEHEpOJIOTH, NEAUATPHI,
MMMYHOJIOTH U PAJT IPYTUX CIICHHATIUCTOB. M3-3a pa300IIEHHOCTH Y3KUX CICIIUATUCTOB
CYIIECTBYIOT Pa3JIMUHbIC B3IJISbI Ha ATy MpoOJieMy, BCICACTBHE YEro POXKIAIOTCS
HOBbIE TEPMHHBI, KOTOphIE OOJie€ TOYHO, MO MHEHHUIO aBTOPOB, OMNPEICIAIOT CYTh
mporecca. I[loaToMy 10 HacTOSIIEro BpPEeMEHHM MMEIOTCS pas3Horjacus Kak B
TEPMUHOJIOTUM, TaK M B TaKTUKE BEICHHUS TMAalMEHTOB, OCOOCHHO MpH
MYJIBTUAUCIUIUIMHAPHOM TOJAXOAE. DTO OOBSACHSIETCS pa3sHOOOpa3veM KIMHUYECKHUX
nposBiIeHu aronuyeckoro nepmatuta. Emé B 1993 1. S. Kissling u B. Wiithrich
MONBITAINCH BBIICIUTHh pa3IMuHbIe TUNBI TeueHus Ooisiesnu [116]. B mocnemyromiue
roJibl 3TU TIONBITKU ACNaIM KaK 3apyOeKHbIC, TaK U POCCHICKHE uccienoBarenu [14;
21; 38; 139]. OgHako 10 HACTOAIIETO BPEMEHH OTCYTCTBYET €AMHAasl OOLIeNmpHUHSTas
KJaccuduKaius, mo3BOJISIONIAsl BBIACIUTL OCHOBHBIE THUITBI, KAK CaMOT0 3a00JIeBaHUsI,

TaK U €0 TCUCHMU .
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ATonMYecKud JIepMaTUT — CaMOCTOsTEIbHAs Ho3o0Joruueckas @opma. ITOT
tepmud  Ob1  mpemnoxked L. Hill u M. Sulzberger B 19351, onpenenser
MMMYHOJIOTMUECKYIO0  (JUIEprM4ecKyl0) KOHLEMNIMI IaToreHe3a  3aboseBaHMs,
0a3upyIOIIYIOCS Ha MOHSATHU aTONMUU KaK T€HETHMYECKH OOYCIOBJIEHHOW CIOCOOHOCTH

opranmimMa K BBIpa6OTKC BBICOKOM KOHICHTpAIUHU O6H_ICFO u CHCLII/I(l)I/IIICCKI/IX

[gE-anTuten B OTBET Ha NEMCTBUE aJUIEPreHOB OKpyxaromei cpeast [40; 102; 139;

153]. OnmHako B OQUUIHAIBHYIO MEXIYHAPOIHYIO KIACCU(PUKAIMOHHYIO CHUCTEMY
oonesnet (MKDB) atonmyeckuit gepmaTuT ObUT BBeAeH juib B 70-¢ roasl XX Beka. B
MKbB 10-ro mepecmorpa (1992 r.) k aTonmMueckoMmy JEpPMaTHTY OTHOCAT TaKue
XpoHUYECKre (HOpPMBI AJUIEPrHUECKOro MOpaKEHUs KOXKHU, KaK aTONMUYecKas HK3eMma,
aTONMUYeCKUl HelpoaepMuT U mnodecyxa bense (cuHOHUM — 1UdPy3HBIHI
HEHUPOJECPMHUT).

Kak ¢enorun oH mnpeacTaBiasieTcss € MO3ULUUU STUOJIOTHMU TETEPOreHHBIM
COCTOSIHUEM. B pyKOBOJACTBE MO JAEpMAaTOJIOTMU BBIAEISIOT TPU OCHOBHBIX BHJIA
nedexkroB mnpu AJl: nedextsl OapbepHOM GyHKUMU BSnuaepmuca, AedeKTbl
BPOXKJIEHHOTO UMMYHUTETA, NePeKThl UMMYHHOM perymsuuu [38]. B onmaitn xatanore
reHOB U reHeTu4eckux 3aboneBanuii ueaoseka OMIM (Online Mendelian Inheritance in
Man) nipu moucKe o KJII0UYeBBIM clioBaM «atopic dermatitis» Haxogutcsa 95 pedepaTon
[127]. Tlouck mo kimoueBOMy cioBy «dermatitis» maér pesyiabrar B Buje 192
pedepaToB, UTO 3HAYUTENBHO paCHIMpPAET Kpyr AuddepeHuuanbHO JHAarHOCTHKH,
CYILIECTBEHHO 3aTpyaHss e€. 3HauuTelIbHas 4acTh 3TUX I'€HOB U (DEHOTUIIOB CBsA3aHA C
(GYHKUMOHUPOBAHMEM UMMYHHOU CHCTEMBI.

ATONMYECKUI NEpPMATHT PACCMATPUBAETCA KAaK XPOHUYECKOE aJIEPrUYECKOE
3a0oyieBaHUE, pPa3BUBAIOIIEECS Y JIMI[ C TEHETHYECKON MperpacrnoyioKEHHOCThIO K
aTONMUU, HMEIOIIee pELUIUBUPYIONIEe TEUEHUE C BO3PACTHBIMU OCOOCHHOCTAMHU
KIMHUYECKUX  MPOSIBICHUH UM XapaKTEepHU3YyIOLleecs JKCCYNaTUBHBIMH  W/WIHU
JUXEHOUJHBIMU  BBICHIIIAHUSAMH, TOBBIIIEHHEM YpPOBHS cbiBopoToyHoro IgE wu

TUINCPUYyBCTBUTCIIBHOCTBIO K CHCI_II/I(I)I/ILICCKI/IM (aJIJIepFeHHBIM) u HCCHCLII/I(i)I/IIICCKI/IM

pazapaxurensam [3; 6; 14; 15; 139].
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Jlo cux mop B pa3HbIX CTpaHaX M CpPeAu Pa3HbIX CIELMATMCTOB HET €IMHOU
OOLIETPUHATON KJIaCCU(PUKALIUKA U KPUTEPUEB JIJISl TOCTAHOBKU TMArHO3a aTOMMYECKOTro
JIepMaTHTA.

Ecnu npoananusupoBaTh Hauboiee 4YacTO BCTpEUalOIIMEcs B JIUTEpaType
KPUTEPUHM MOCTAHOBKHM auarHo3a AJl, TO OHM MMEIOT pa3HyIO CTENEeHb JAeTallu3aluu.
Knaccuduxanus, npennoxxennas J. Hanifin u G. Rajka B 1980 roay, ceroans siBisiercs
HauOoJiee NMpu3HaHHOW. B He#l nuarHocTuyeckue KpUTEPUH aTOMUYECKOTO JlepMaTUTa
paszeneHbl Ha 2 TpYIIbl MPU3HAKOB — 00s3aTeNbHble U JomnojdHuTenbHble [98]. s
MOCTAHOBKM  JMarHo3a  aTONHMYECKOro  JepMaTuTa  HEoOXOJAMMO  cOYeTaHue
3 00s13aTeNbHBIX U 3 TONOJHUTEIBHBIX AUATHOCTUYECKUX TPU3HAKOB.

OO6s3aTenpHble KPUTEPUU:

- 3YA,

- TANUYHAsg MOpP(OJIOTUS W JOKaIM3alus KOXKHBIX BBICHIIAHUN (y nered —
HK3EMaTO3HBIEC BBICHINIAHUS HA JIMIE U pa3ruOaTeIbHbIX NOBEPXHOCTSIX KOHEUHOCTEH, y
B3pOCIBIX — JIMXEHU(UKAIUS W DSKCKOpPHUALMM HAa CTUOATeNbHBIX MMOBEPXHOCTAX
KOHEUHOCTEH);

- XpPOHUYECKOE PEeIUAUBUPYIOIIEE TEUCHHE;

- aTonusl B aHaMHEe3€ WJIN HaceACTBEHHAs MTPEAPACIIONONKEHHOCTh K aTOIHH.

JIOTIOTHUTENbHBIE KPUTEPUH:

- KCcepo3 (CyXOCTh KOXH);

- TaJIOHHBIN UXTHO3;

- peaklM1 HEMEIJIEHHOTO TUIa MPU KO>KHOM TECTUPOBAHUHU C aJulepreHaMu;

- TIOKaJIU3alus Ha KUCTSIX U CTOMAX;

- XCUJINT;

- 9K3€Ma COCKOB;

- BOCIIPUUMYHUBOCTH K HH(DEKIIMOHHBIM MOPAKEHUSIM KOXKHU;

- Hayaso 3a00JeBaHusl B paHHEM JIETCKOM BO3pacTe;

- PUTPOACPMHSI;

- peUUIUBUPYIOIINI KOHBIOHKTHBUT;

- cknagku [lenpe-Moprana;
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- KEpaTOKOHYC;

- IepeIHuE CyOKarncyasipHble KaTapaKThl;

- TPELMHBI 32 yIIaMU;

- BBICOKMH ypOBeHb IgE B CBIBOPOTKE KPOBH;

- nepudepudeckas 303uHOPUIUS KPOBH.

B naHHBIX KpUTEpHUAX HET BO3MOXKHOCTH OIPEACIIUTh HU TSXKECTh 3a00seBaHus,
HU CTEINEHb BBIPAKEHHOCTU NPOSIBICHUN. XOTS B HEM B OCHOBHBIX KPUTEPHUSAX UMEETCS
XPOHUYECKOE PELUAUBUPYIOLIEE TEUECHHE, HO HE YKa3bIBAETCS, KAK OLEHUTH JTAHHBIN
MpU3HAK. Y aMEPUKAHCKUX aBTOPOB [39] OUE€HBb CX0KUE KPUTEPUHU.

OcHOBHBIE KpUTEPUU (YETBIPEX U3 HUX HEOOXOIUMBI JJI TOCTAHOBKU TMArHO3a):

- 3YA,

- HA4aJI0 B paHHEM BO3pPacTe;

- TUMIUYHAsE MOP(OJIOTHSI M PACIIONIOKEHUE BBICHITIAHUA;

- JUXCHU(PUKALMS CTUOATENbHBIX YYacCTKOB KOXHM M JIMHEWHBIM Xapakrep
MOPAYKEHUs Y B3POCIIbIX; MOPAXKEHHE JIMIA U Pa3rudaTesIbHbIX YYaCTKOB KOXKH Y JETeH;

- XpOHUYECKOE UM XPOHUUECKOE PELUAUBHUPYIOIIEE TEUCHHUE;

- aronus B JIMYHOM WIM CEMEHHOM aHamHe3e (acTMa, ajulepru4ecKuit
PUHOKOHBIOKTUBUT, aTOMMUYECKHUM 1€pPMATHUT).

BcenomorarenbHble (WM MeHee crienu(puueckue) Npu3HaKku:

- KCEpo3;

- UXTHO3;

- TUNIEPIMHEUHOCTD JIaJIOHEH;

- QONTHKYIIAPHBIN KepaTo3;

- pe€aKuuy 1o HEMEIJIEHHOMY THUIly | pyu KOKHOM TECTE;

- IEpMATHUT JIaJIOHEW U TTOJOIIIB;

- XCWJINT;

- DK3€Ma COCKOB;

- TIOBBIIICHHAS] BOCIIPUUMYHUBOCTD K KOKHBIM MH(DEKIUAM;

- IepuOTUKYISIPHOE YIIIOTHEHHUE.

B HAaHHBIX KPUTCPUAX IMOCTAHOBKU AHWAIHO3ad BBIACIIAIOT YIKC XPOHHUYCCKOC WJIH
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XPOHUYECKOE PELUIUBHUPYIOLIEE TEUCHHE, HO U 3]IeCh HET YETKUX KPUTEpUEB, KOria
HAaYMHATh CYHUTATh JaHHOE 3a00JieBaHHE XPOHUYECKUM U C KaKOW YacTOTOW OHO
JOJIKHO OOOCTPATHCS, YTOOBI €ro CYUTaTh XPOHUYECKUM peuuauBupyromuM. Eciou
paccMaTpuBaTh TEPMHH «XPOHHUYECKOE 3a00JIEBaHHE», TO OHO ONpENENseTcs Kak
COCTOSIHME 3/10pOBbsl WJIM IPOOJIEMa CO 370pPOBbEM, KOTOPOE HE MMEET IPU3HAHHOIO
cnocoba  abcomrotHOoro  m3neueHus. llog  XpoHuueckumu — 3a00J€BaHUAMHU

MoApPasyMEBarOTCA OUATHO3bI, KAK IIPAaBHUJIO, HC YI'POXAKOIIUC XKHU3HH, HO Tp€6YIOH_II/I€

MOCTOSSHHOTO BHUMAaHMSI M Hajuiexamiero yxoxaa [5; 14; 15; 38; 139]. Aronuueckuit

JIEPMaTUT PErpeccupyeT y OOJIBIIMHCTBA JI€TEH, KOT/la OHU JOCTUTAIOT MOJIPOCTKOBOTO
BO3pacTa. 3HayuT He Bech AJl MOKHO OTHECTH K XPOHUUYECKOMY 3a00JIEBaHUIO.

B 1993 roay EBponeiickoii pabodeil rpynmoii mo aTonuyeckoMy IEpMaTHUTY B
XKenepe Obuia pazpadorana mkana SCORAD (Scoring of Atopic Dermatitis), mo
KOTOpOM B €BPOINEWCKUX CTpaHaX OIEHUBAETCA CTENEHb TAKECTH ATOMUYECKOTO
nepmatuta [141]. O1oT K03hPUIMEHT, YIUTHIBAIOMIMKN TUIONIAAh MOPAXKEHUS KOXKU U
CTeNeHb BBIPAXKEHHOCTU OOBEKTUBHBIX U CYOBEKTUBHBIX CUMITOMOB. M3-3a
NoAPOOHOCTH  OMUCAHUSI TMPU3HAKOB TMOSABISETCS BO3MOXHOCTH 0OJiee YETKO
yCTaHABIMBATh HE TOJbKO caM JjuarHo3 AJl, HO u oneHuBath 3PGEKTUBHOCTH
MPOBOAUMOTO JieueHus. [1oaToMy MMEHHO 3Ta KiacCU(pUKALMS IHPOKO UCIOJIb3YETCs
MPaKTUYECKUMH BpauyaMU Kak 3a pyOekoM, Tak M B Hamieil ctpane. Jlo Hacrosiero
BPEMEHU ATU KPUTEPUH TOCTAHOBKHM JMArHo3a aTOMHUYECKOro JepMaTUTa SIBISIOTCS
OJIHOM M3 CaMbIX EMKHUX U HauboJiee TOUHBIX JIJIs1 OTIPEEICHHS TSHKECTH 3a00IeBaHu.

Jlist u3MepeHusi THTEHCUBHOCTH KIMHUYECKUX MPOSIBICHUN MPOBOJUTCS OLICHKA
no 6 mpu3HaKaM: HAIUYUIO SPUTEMBI, OTEKA WU MamyJsl, CYyXOCTH KOXKHU (OLIEeHMBaeMOM
Ha y4yacTKaX, JUIICHHBIX BBICHIIAHWUN), JUXEHU3AIUU WIM IIETYIICHUS, KOPOK WU
MOKHYTHS, SKcKopuauuid. Kaxaplii U3 COOTBETCTBYIONIMX MPU3HAKOB OLIEHUBAETCS IO
YeThIPEXYPOBHEBOM WIKaje OT Hyds J0 TpexX OamioB (mpu 3ToM 3a 0 NMPUHHUMANIOCH
OTCYTCTBHUE MpHU3HaKa, | — nmpu3HaK ciabo BbIPaXKEH, 2 — NPU3HAK BBIPAKEH YMEPEHHO,
3 — mpu3HaK pe3ko BbIpaxkeH). OlleHKa MpHU3HAKa MPOU3BOJUTCS HAa YYacTKE KOXKHU C
MaKCUMaJIbHOW BBIPAKEHHOCTHIO MPHU3HAKA, MPU ATOM JJisi OUEHKH WHTEHCUBHOCTH

JIFIOOOT0 KOJIMYECTBAa CUMIITOMOB MOJXKET OBITH HMCIIOJIb30BaH OIHWH U TOT XK€ YYaCTOK
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KOXHU. VIHTEHCHBHOCTh KIIMHUYECKUX MPOSBICHHUMN oleHuBaeTcs oT 0 mo 18 Gaios.
JIJIss OLIGHKW TUIOMIAAW TIOPAXEHUs TNPUMCHICTCS MPaBWIO «IQJOHW» — KOrja 3a
CAVHUITYy TPUHUMAETCS IUIOMAAb, paBHAs JIAJIOHHOW IOBEPXHOCTH  KHUCTH,
COCTaBJISIONIAsT OKOJO OJIHOTO TPOIIEHTa OOIIeH IUIOMaJu MOBEPXHOCTH KOMXKHOTO
nmokpoBa. I[Ipy CIUTONTHOM TOPaKEHWW TPHUMEHSICTCS MPABUJIO «JIECBIATKH»: MPU ITOM
MTOBEPXHOCTH IIEH U TOJIOBBI COCTABJISICT JICBATH MPOICHTOB, BEPXHUE KOHEYHOCTH — T10
JEBATh, HIDKHHE — 0 BOCEMHAJIIIATh, MPOMEKHOCTh — OAMH TporeHT. O0mas cymma
Obu1a okpyriieHa 10 5 6amnoB. CyObeKTUBHBIE CUMIITOMBI UMEIOT MANa30H OT HYJIS 10
JecAaTi 0aioB, KOTOPhIC OIEHUBAIOTCS YCPEIHEHHO 3a TPoe CYTOK. Takum oOpasom,
CyMMa 0auioB CyOBEKTHBHBIX CHMIITOMOB MOYET KOJIOAThCS OT HYJIS JO JBaJIATH.

Nunexc SCORAD paccuutsiBaics 1o hopmyiie:

SCORAD =A/5+7 xB/2+C,

rae A — miomaab NOpaxkKeHHOU KOXH, B %0;

B — cymma 6amioB OOBEKTHUBHBIX MPU3HAKOB (dpUTEMA, OTEK, MOKHYTHE,
HKCKOpHUAIUU, TUXEHU(DUKAIUSA, CYyXOCTh);

C — cymma 0amioB cyObeKTUBHBIX TPU3HAKOB (3Y1l, TOTEPS CHA).

C uenplo OOBEKTUBHOM OLICHKH 3((PEKTUBHOCTH TEpanuu pacyeT HHAEKCa
SCORAD npoBoautcs 10 u nocue jedyeHud [141].

Ho npaxe takue mnonuele kputepuu, kak mkana SCORAD, He dBistoTCA
Oe3arnesuUISIIIMOHHBIMU U HE MPEIoJaraloT 3THOJIOTUI0 BOZHUKHOBEHUS nosBieHus AJl.
[loaTOMy moMCKM B TOMNBITKE MPUWTH K OOmIel KiacCU(pUKALMK HE TNPEKPATUIIHUCH.
EBporneiickas akanemMusi ajjieproyiorid U KIMHMUYECKOW HMMMYHOJIOTMM COBMECTHO C
AMEpHUKaHCKOM akaJeMuel allJIeproJiorud, acTMbl M HMMMYHOJOTHMU TOMbBITATUCh
NpUUTH K KOHCeHcycy JjedeHuss AJl m B 2006 r. NPUHSUIM YETHIPEXCTYIEHYATYIO
Tepanuio aTOMMYECKOro IepMaTuTa B 3aBUCUMOCTH TSXKECTH ero TeueHus [86]:

I. CyxocTh KOXH: Oa3ucHasi Tepanusi B BUIE YBIAKHAIOMIMX W CMATYAIOMINX
CPEACTB, yCTPAHEHUE TPUITEPOB.

II. Pannne cuMOTOMBI aTONUYECKOIO AcpMaTtuTa (HeFKI/Ie nJIn YMCpeHHBIC):
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TONMUYECKUE CTEPOUJIBI U/UITM MHTUOUTOPHI KAJIBIIMHEBPHUHA.

III. VYMepeHHbIE UM BBIPAKEHHBIE CHUMIITOMBI ATOIMMYECKOrO JAEPMATHUTA:
TONMUYECKUE CTEPOUIBI U NMPU YMEHBIIIECHUHU (CTAOMIN3AIIMN ) KIMHUYECKUX TTPOSIBIICHUM
WHTUOUTOPHI KaJIBIITMHEBPUHA.

IV. Tsoxenblid, HE TTOAMAOIMIMNKCS TEPAUU ATONMYECCKUN JEPMATUT: CUCTEMHBIE
HMMYHOCYIIPECCOPHI (IIUKJIOCTIOPHH), (hOTOTEpamus.

Ucxonst w3 nmanHoM knaccudukamuu, 4-s1 crenenb AJl — 3TO TsKENbId, He
nojjaronuiicss tepanuu npouecc. Ho manHas knaccudukamuss HE COACPKHUT YETKHUX
KPUTEPUEB, KOTJlJa UMEHHO HACTYIIAET MEPEXO] U3 OJHOW CTENEHH TSKECTU B IPYTYIO,
HE YKa3aH KaK BPEMEHHOM MPOMEKYTOK, TaK U TUIOIIAb TOPAKECHU.

N3 Poccuiickux kinaccupukaiuii MOMXHO BBIACIUTh ONYOJMKOBAaHHYIO B
pekomeHmamuax s Bpadued mnox penakuueit  FO. B. Cepreea [5], rme AJl
KJIacCU(UIIUPYETCS B 3aBUCUMOCTH OT MPeoOIafaHus OTASIbHBIX MOP(OIOTHYECKUX
MPU3HAKOB, SMITUPUYECKON KOPPEIALUU AEPMATOJIOTHYECKOIO CUHAPOMA U Bo3pacTa. B
Hel BBIJICTISIOT CJICAYIONNE KIMHUYeCcKre (opMbI 3a00I1€BaHMUS:

- DPUTEMATO3HO-CKBaMO3Hasl (OOBIYHO MPHU JIETKUX HAYATbHBIX MPOSBICHUSX);

- JUXCHOWJHAs, C PE3KO BBIPAKCHHOW JuXeHU(UKANMEH U  OOJIBIINM
KOJIMYECTBOM JINXCHOUIHBIX TAIYJI,

- IPYpPUTONOA00HAs, MPU KOTOPOH HApsIy C BOCHAIUTEIBHBIM MOPAKEHUEM U
TuxeHuUKauet UMEIOTCS IPYPUTMHO3HBIE TAIYJIbI, TEMOPPArundecKre KOPOUKH;

- DK3€MaTO3Hasl.

Ho B He#t wmaccupunupyroTcs Toiabko ¢Gopmbl 0€3 ykKazaHHs Ha BPEMEHHBIE
NpoMeXKYTKU TeueHus: AJl.

B HExoTOpBIX €BpONENWCKUX CTpaHax, HANPUMEpP, B HEMEUKOW W aHTJIMKUCKON
mkonax, moHatue AJl BooOlie He paccMaTpUBaeTCs B JIEPMATOJOTHH. 37eCh
burypupyer noHITHE aTOMUYECKas dk3eMa. B TaHHOe MOHSTHE BKJIAABIBAIOTCS KOXKHbBIC
peaKkluyu  HEMEPEHOCUMOCTH  Ha  BO3JECHUCTBUE  OCTPBIX WM  XPOHHYECKHUX
paznpaxurened, TJe B  OCHOBE MHOrMX (OpM  JIGKUT  TIeHeTUYecKas
npeapacnoyioxkeHHocTb. B Poccuu gaHHBIE TepMHH HE YIOTPEOJISIETCS, HO €My

COOTBCTCTBYCT TCPMHH AI[ CamMoe T1aBHOE OTJIMYHE B ITHUX TCPpMUHAX, YTO B pYCCKOﬁ
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IICpMaTOJIOFI/I‘{CCKOﬁ IKOJIC AI[ pacCcMaTpuBaCTCA KakK CaMOCTOATCIIbHAsA

HO30JIOTHYECKas €MHUIIA BHE MPSIMOM CBS3U € dK3eMol [6; 38].

B amepuxanckoit mkoine AJl mpencraBiseT coOOM AK3eMaTO3HBIE BBICHITIAHUA,
KOTOpbIE CHJIBHO 3YAST, PEUMIUBUPYIOT U YAaCTO CHUMMETPHUYHO PACIOJIOKEHBI Ha
cru0arenbHBIX ydacTkax Koxku. Tomac X»30ud paznenser kputepuu teueHus AJl mo
BO3pacTHBIM rpynnam [39]:

- y TpyIHBIX JieTel (0T 2 MecsiueB 110 2 JeT);

- y aetel crapiiero Bo3pacta (ot 2 go 12 ner);

- y B3pocibiX (0T 12 jet 10 3penoro Bo3pacra).

Ho Bce 6e3 MCKIIIOYEHUS MIKOJIbI €IUHBI B TOM, YTO B Pa3BUTUU aTOMHUYECKOIO
JE€pMaTUTa YETKO MPOCIEKUBAETCS HACIEACTBEHHAs MPEAPACIIONOKEHHOCTh, HAPSAY C
KOTOPOM BaXKHYIO pOJIb B peanu3aluu 3a00JIeBaHUS UIpalOT pPa3IMYHbIE aJIJIEPreHbl
(nuieBble, KIEHIeBbIE, MbUIbIIEBBIC, SMUAEPMaIbHbIEC, TPUOKOBBIE, OAKTEpPUATIbHBIE) U
apyrue (akTopbl OKpyKarolle cpenbl. [[auTenbHOe BpeMsi CYUTAIOCh, YTO B OCHOBE
naToreHe3a aTOMMYEeCKOro JepMaTUTa JiekaT MMMYHOJIOTHYECKUE HapylIeHus,
BKJIIOYAIOIINE CEHCUOMIN3ALNIO OPraHu3Ma C pa3BUTHEM AJJIEPTUYECKOTO BOCHIATICHUS
KOXH U ee rurneppeakTuBHocTU. KitoueBast posb B pazBuTuM 3a00J1€BaHUSI OTBOIUIACH
IgE-onocpenoBannbiM peakuusiM [5; 38]. Ho B eBponeiickoM pyKOBOJICTBE MO JICYEHUIO
AJl nemaercs akleHT Ha NPUCYTCTBHE y manueHTta ¢ AJl amnepreHcrnenuduueckoro
umMmyHorioOynuna E. Tlpu ero Hammuuu y mnaiueHTa IUAarHOCTUPYETCS HCTHHHAsS
aToMmUyecKas dk3eMa (IK30reHHasi 3K3eMa), MPU OTCYTCTBUU aJlJIepreHcrnenupuueckoro
IgE BbICTaBNsIeTCS qUArHO3 YHAOTE€HHOM dK3eMbl [15; 38].

B PoccuiickoM HalMOHaJIBHOM COTJIACUTENIBHOM JOKYMEHTE IO aTOMHYECKOMY
nepMaTuTy moj obmieit penakmuer akaa. PAMH P. M. XautoBa u wi.-kopp. PAMH,
mpod. A. A.KybGanooit B 2004 romy Obuta omyOJMKOBaHa KiaccuuKkarus
aTONMUYEeCKOoro jepmarutra. B koTopoil Haubosiee 4YEeTKO CGHOPMYIUPOBAHBI KakK
KiInHu4yeckoe teuenue AJl, Tak u Bo3pacTHbie pazniuuusa. O4eHb BaKHBIM MOMEHTOM
ABJIETCS TO, YTO OHA COCTaBJIEHA B COOTBETCTBUU ¢ MexXnyHapoIHOM Kiaccuukaimen
6onesneir 10-ro nepecmotpa (MKbB-10). B 3TOM cornacutenbHOM JTOKYMEHTE MPUHST

CI[I/IHBIﬁ TCPMHUH — «aTOMUYECKUM ACpMaTuT», KOTOpBIﬁ HMCCT CBOHN AHMAT'HOCTHUYCCKHC
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KPUTEPUH U SIBIISIETCSI COOCTBEHHO HO30JI0rHueckoi popmoii [4].

ATOnMYecKuil JepMaTUT — aJulepruyeckoe 3a00JeBaHue KOKH, BO3HUKAIOIIEe, Kak
MPaBUJIO, B pAaHHEM JIETCKOM BO3pacTe Y JIMI] C HACJIEICTBEHHON MPEIpaciooKEHHOCTHIO
K aTONMUYECKUM 3a00JI€BaHUSAM, HMEIOIIEE XPOHUUECKOE PELUJIUBUPYIONIEE TEUEHUE,
BO3PACTHBIE OCOOCHHOCTH JIOKadM3alMM HM  MOP(OJIOrMM O4YaroB BOCHAJICHHUS,
XapakTepu3ylomieecss KOXKHbIM 3yZ0M U 00YCJIOBJICHHOE TMIIEPUYBCTBUTEILHOCTHIO KaK K
aJJIepreHam, Tak U K HeCelU(PHUUeCKUM pa3apaxuTessam [4].

B npennoxenHoit kinaccuukanuu BBIACISIOT BO3PACTHBIE MEPHOILI OOJIE3HU
(meneHue yYCJIOBHO, TaK Kak KIMHUYECKas KapTUHA MEHSETCS MOCTENEHHO),
KIMHUYeckue (opMbl, cTaguu OOJEe3HU, CTENEHb TSKECTH M PaCIpPOCTPAHEHHOCTHU
KOXHOTO MPOIECCa, a TaKkKe 0cloKHEeHHbIE (hopMbl A/Jl.

1. Bo3pactHble nepuoasl 60J1e3HU:

- I Bo3pacTHOM nepuro — MiaageHYecKuit (10 2 JieT);

- II Bo3pacTHOI nmepuo — aetckuii (ot 2 net 10 13 jer);

- IIT Bo3pacTHOM nepro — MOAPOCTKOBBIN U B3pocibii (0T 13 neT u crapiie).

2. Ctaguu 00NEe3HU:

- craagus oOocTpeHus (¢aza BbIpAKEHHBIX KIMHMYECKUX NpOsBIEHUU, (a3za
YMEPEHHBIX KIMHUYECKUX MPOSIBICHUH);

- CTaJusl pEMUCCUU (HETOJIHAs U MOJIHAS PEMUCCHS).

3. PacnipocTpaneHHOCTH TIpolLiecca:

- OIrpaHUYEHHO-JIOKAJTU30BaHHbIN;

- pacupoCTpaHEHHBIM;

- i Py3HBI.

4. CteneHb TSAXKECTH IIpoliecca:

- JIETKOE TEUEHUE;

- CPEIIHEH TSKECTH;

- TSDKEJI0€ TeUEHHE.

Haubonee Tsxensim npossienreM Al aBisieTcst aTonuyeckas SpuTpoAepMHUSL.

Topriunueli  OoT natr. forpidus (OlUENeHEeBIINNA, OECUYBCTBEHHBIN) BSUIBIH,

HCAKTUBHbBIN (O TCUCHHNU 6OJIC?>HI/I). O TOPIIMAHOM TCYCHHU ATOIIMYCCKOTO ACPMATHTA
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yIOMUHAIOT MHOTHE aBTOPHI [8; 10; 12; 19; 36; 40; 42]. B Poccuiickom HallMOHAIBHOM
COTJIACUTEJIbHOM JIOKYMEHTE [0 HapY>KHOW Tepanuu aTOMUYECKOro JepMaTuTa
BBIJICJISIETCS TPU OCHOBHBIX CTETICHU TSDKECTH Mpoliecca: JIeTKoe TeueHue 3a00yieBaHusl,
cpenHeTskenoe u TskEnoe.  «lIpu  cpemHETSHKENIOM  TEUEHMH — OTMEYaeTCs
pacrpoCTpaHeHHbIN XapakTep mnopaxeHus. Yuciao oboctpenuit — a0 3—4 B rof,
YBEJIUYUBACTCS UX JJIUTEIBHOCTD, MPOIECC MPUOOPETAET YIOPHOE, TOPIUIHOE TEUCHUE
C HEBBIpaXXEHHBIM A PEKTOM OT TPOBOAUMOM Tepanuu» [4].

Bce »Tu nenenHus Tak MOXO0XHM W TaK MPOTUBOPEYMBHI MOTOMY, YTO €IIE HE
BBISICHCHO OKOHYATEJIbHOE MPEACTaBICHUE O TeHETHYecKoW mpupoae atonuu u AJl.
EcTh MHEHHE, 4TO reHeTUYeCKUue KPUTEPUU B OYIyIIIeM 3aMEHST HACTOSIIUE KPUTEPUU
orieHku AJl, ero BO3HMKHOBEHHUS M, KaK CIICICTBUE, ero JeueHus [15].

CtpykTypa MNaTOJOTHHM 4YeJIOBEKAa, C TOYKU 3PEHUS MEIUIMHCKOW TEeHETHKH,
COCTOUT W3 HECKOJIbKUX OCHOBHBIX TPYII 3a00JIeBaHUM: XPOMOCOMHBIE OOJI€3HH,
MOHOTEHHblE  0O0Je3HH, MyJnbTH(GAKTOpUANbHBIE  OO0JIE3HM U OOJIE3HH  C
HETPAJIUIIMOHHBIM TUIIOM HacyieaoBaHus [29].

Jl71st Toro 4ToOBl MOHTH MPUPOY TOpIUAHOTO TeueHuss AJl, Hamo oOpaTUThCs K
MPUHIIMIIAM  Pa3BUTUs TEHETHUYECKUX 3a0osieBaHuil. Ecim npoaHaiu3upoBath
KJaccuuKaIlMd HACJICICTBEHHBIX 3a00JICBaHMI, TO B WX OCHOBY JICTJIU TPUHIIUIIBI
OoOHapyXeHUs MyTalluid, TO €CTh MPUHIIMI TUAarHOCTUKH. B Hacrosmel pabote 3a
OCHOBY B3siTa KJIaccUpUKAIUs, H3J0KCHHAs B HAIMOHAJIBHOM PYKOBOJCTBE IO
HACJICJICTBCHHBIM 3a00JIeBaHmIM [29].

Ecnm paccmarpuBaTh HacleqCTBEHHBIC 3a00J€BaHMS U METOJbI JUATHOCTHKH,
KOTOPHIMH MOHO TOJATBEPAUTH WM UCKIIOYUTH JAaHHbIE OOJIC3HU, MOJYUHUTCS ILJIaH
oOclieToBaHMs JJ1s1 BBISIBJICHUSI WJIM UCKITIOUCHHS UX HACJICICTBEHHON MIPUPOJIBL:

- CHHIPOMBI,  OOYCIOBJEHHBIE = XPOMOCOMHBIMH  HApPYUICHUAMH  —
[IUTOTCHETUYSCKUU METO/I;

- Oose3Hu, BBI3BaHHBIC MYyTallMe OTAeNbHOro reHa (meHzaeneBckue) — JJHK
JTMarHOCTHKA.

- MyiabTH(GAKTOpUANIbHBIE 3a00JICBaHMs KaK pe3yJbTaT B3aWMOJEHUCTBUS

ICHCTUYCCKUX U CPCOAOBBIX q)aKTOPOB — KJIMHUKO-TCHEaJIOTHUYECKUM MCTOM.
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B wmeaunuHckol nuTepatype wumerorcss padboTel ¢ uzydeHueM AJ[  kak

HaCJICACTBCHHOI'O 3a00JIEBaHUS.

1.2 MonorenHasi ¢gopmMa aTONM4YECKOr0 1ePpMATHTA

Cunraercs, urto okoiao 90 % BceX MAaTOJOTMYSCKHUX COCTOSIHHH OTHOCHUTCS K
Kareropuu MynbTu(dakTopuanbHbiX. Emé Ha 3ape pa3BUTHS MEIUIMHCKOW T€HETUKHU
npeanosjaraiyd, 4YTo IO Mepe HakoIIeHHs (yHIaMEHTalIbHBIX 3HAHUW  J10JIS
MyJIbTU(DAKTOPHANIBHBIX  OOJIe3HEM B CTPYKType MaTOJOTMU  YeJoBeKa OyaeT
YMEHBIIATHCS 3a CUET IepexoJa 4YacTH CJIydaeB B JPYrue KaTeropuH, B IEPBYIO
ouepe/ib, MOHOTEHHbIE 3a0oyieBaHMs. MHTEpecHO paccMOTpPeTh C ASTUX TMO3HUIUN
aATOMUYECKUM I€pMATHT.

Ilo nmannbiM sutepatypbl, y 80 % gereld, crpagaromnx AJl, oTmewaercs
OTATOIICHHBIA ceMelHbli anaMmHe3. [Ipu 3ToM yaiie BBISBISETCS MX CBA3b MO JUHUU
marepu (60-70 %), pexe — mo auHuKM otna (18-22 %). Hamuume aTonmumyeckux
Oone3Hel y o0oux poauTenel moBbiaeT puck paszsutus AJl y pedenka no 60-80 %
[38]. IIpu aronuu y ogHOTO M3 poauTenei oH nmoHmxkaercs a0 45-50 % [5; 38]. Uro
(bopMallbHO COOTBETCTBYET ayTOCOMHO-JAOMHHAHTHOMY THUIy HacienoBaHus — 50 %
puck mnepenaud 3aboneBaHus. Ho mpu 3TOM OH HUKOI/Ia TaKOBBIM HE CUUTAICS, B
ornvune oT ByJbrapHoro uxruoza (OMIM 146700). CyiiecTBEHHBIH Mporpecc B
Pa3BUTHH MOJEKYJISIPHO-TEHETUUECKUX TEXHOJOTMH U, KakK ClelIcTBHe, UX Oolee
IIMPOKOE MPHUMEHEHUE B NMPAKTHUYECKONM MEIULMHE, BCE 4Yalle BHOCUT M3MECHEHUS B
HaIlM MPEJCTaBICHUS, B TOM YHUCJIE U 00 ATHOJOTMYECKOM CTPYKTYpE, Kazajuoch Obl,
JOCTaTOYHO XOPOIIO U3YYEHHBIX OoJie3He. OHUM U3 SAPKUX MPUMEPOB TAKOTO poja U
cTan aronuyeckui aepmaTuT. COTJIaCHO MOCIEIHUM 3alaJHOEBPOINEUCKUM JAaHHBIM,
OKOJIO TIOJIOBUHBI OOJIBHBIX UMEIOT MyTaluio B reHe ¢punarrpuna FLG [75].

OuiiarrpuH sBISETCS KIIOYEBBIM OEJIKOM, y4acTBYIOIIUM B IU(PEepeHIIPOBKE
KJIETOK SIMHJIEPMUCA U OCYHIECTBICHUU ero OaprepHoi QyHkuuu. OH oOpasyercs B
X0l OKOHYATeNbHOM Ju(pPEepeHIMPOBKU 3E€PHUCTHIX KIETOK JMHUAEpMHUCA, KOTrJa

npouiarrpud  KepaTorMaJiIMHOBBIX TPaHysl MPOTEOJUTUYECKH pa3pe3aeTcss Ha
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MOJICKYJIbI q)HHaFFpI/IHa, KOTOPBIC 6BICTpO arperupyroT ¢ KCPATUHOBBIM ILIUTOCKCIICTOM,
4TO IPUBOAUT K KOJIIAIICY 3CPHUCTBHIX KIICTOK B INNIOCKHC 663T>$[I[CPHBIC quIYfIKH.

OO0pazoBaBuIMiicsl POroBOM CIION sIBIsETCS OaphepoM, MPENOTBPALIalOIIUM HE TOJIBKO

MOTEPIO BOJIbI, HO U MOMAaIaHkE AJUIEPreHOB U MHPEKIIMOHHBIX areHToB [73; 136].

I'en, xoaupyromuii Gpuaarrpud, HaXOJUTCA HA JJIMHHOM Iulede 1- XpOoMOCOMBI
(1g21), OMIM 135940, coctout u3 3 3x30HO0B [67]. McKinley-Grant u coaBTops (1989
I.) IPOJIEMOHCTPUPOBAJIH, UTO T€H (PUIIArTpUHA COAEPKUT MHOT'O TaHJIEMHBIX IIOBTOPOB
U KOJUPYEeT Ha camMoM Jelie TMOJUNENTUA-NPEAIIECTBEHHUK WIM MpoduiIarrpuH.
KopoTtkue cBsi3bIBatoONIMe MOCIEI0BATEILHOCTH MEX]y MOBTOpaMu ¢uiarrpuHa B
CUHTE3UPOBAaHHOM O€JIKE SIBISIOTCS MHUILEHBIO IS JEUCTBUS MPOTEOTUTHUYECKUX
dbepmenToB. Gan u coaBTopbl (1990 r.) BBISCHWIM, YTO MOBTOPHI MPU OJAMHAKOBOU
JUIMHE MMEIOT 3HAYMUTENIbHYI0 BapuaOeNbHOCTh B IOCJIEAOBATEIIBHOCTU. XOTS
AMUHOKHUCJIOTHAs TIOCIEA0BATEIbHOCTh KOHIIOB MOJIEKYJIbl 00Jiee KOHCEpBaTHUBHA, YEM
nocienoBatenbHocTh  JIHK, 4to HeobOxomumo s paboOThl  MPOTEOIUTUUYECKUX
dbepmenToB. [locnenoBarenbHOCTh reHa ¢unarrpuHa cogepxxut ot 10 g0 12 noBTOpOB,
KOTOpBIE HACIIENYIOTCS 10 3akoHam MeHnnens [128].

Smith u coaBTops! (2006 r.) mokasanu, 4TO ByJIbrapHbI UXTHO3 aCCOLIMMPOBAH C
myTanuen B Buse 3amenbl C Ha T B mo3uniuu 1501 BOiM3M Havasia moBTopa 1 B 3K30HE
3 rena FLG, kotopast npuBOAUT K 00pa3oBaHuUIo cTOMN-KOoA0Ha, arg501-to-stop (RS01X,
1s61816761). B 3 cembsX mamueHThl C BBIPAXKEHHBIMH MPOSBICHUSMHU BYJIBIapHOTO
uxTHo3a ObuTH ToMo3urotamu o R501X. B npyrux ceMbsix ¥ U30JMPOBAaHHBIX CIydYasx
MNAlMEeHThl C  BBIPAKCHHBIMU  MNPOSIBICHUSMU  BYJIBrapHOrO  HUXTHO3a  OBLIU
kommnayHa-rerepo3urotramu (R501X u 2282deld). Myrtamus 2282deld (rs558269137),
takke kak 1 R501X, npuBoauT k 00pa30BaHUIO CTOM-KOJIOHA U MPEKPAIICHUIO CUHTE3a
OeJika B mpenesiax nepBoro moBropa ¢uiaarrpuda. ABTOphI MOJAraioT, YTO BYJIbIapHBIM
UXTHO3 SBIsETCS 3a00J€BaHMEM C HEMOJHBIM JOMHHHpOBaHHEM (semidominant).
To ecTh TeTepO3UroTHl WM HE UMEIOT BUAUMBIX MPOSIBICHUN WIA HMMEIOT OYEHb
«MSTKyI0» QopMy uXTHO3a. ['OMO3UTOTBI U KOMIAyHA-T€TEPO3UTOTHl KpOME
BBIPAKEHHBIX  (DEHOTUIIMYECKUX TMPOSIBICHUN MXTHO3a MMEIOT TUCTOJIOTMYECKHU

BUIUMBIN fedekT. Jpyrue uccinenoBaTeny nokazaiu [73], 4To B ceMbsiX C BYJIbrapHbIM
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UXTHO30M MHOTME€ TOMO3HUTOThl M TE€TEPO3UrOTHI MO 3THUM JIBYM MYTaIUsM TaKkKe
UMEIOT AaTONUYECKUH JepMaTUT, a B YaCTU CIy4yaeB W OpPOHXHAIBbHYIO acTMY.
ATonHMYeCcKUN NEepMATUT BCTPEUAICs y JUI[ C MATKUMH TPOSBICHUSIMH BYJIbIapHOTO
MXTHO3a, KOTOPBIE OKa3aJuCh reTepo3uroramu mo ojaHod u3 myrtamuii (R501X wunu
2282del4). Ho emé yaiie oH MpUCYTCTBOBAN y JUI C BBIPAXKEHHBIMU MPOSBICHUSIMU
BYJIbFAPHOTO MXTHO3a, KOTOPbIE ObUIM TOMO3UTOTAMU WM KOMIAYHJI-T€TEPO3ZUTOTaMHU
M0 ONMUCAHHBIM JIBYM MyTanusiM. HUKTO U3 uieHOB cemeil 6e3 3TuX MyTauuil He UMen
aTOMUYECKOro JIepMaTuTa. ATONMUYECKUNA JEPMATUT B ITHUX CEMBbSAX HACJIEAOBAICSA KaK
MOJIyIOMMHAHTHBIA TPHU3HAK C BBICOKOM TEHETPAHTHOCTBIO y TOMO3UTOT U
KOMIIayHA-T€TEPO3UTOT M HU3KOM TEHETPAHTHOCTBIO Yy Trerepo3uror. B npyrom
MCCJIEIOBAHUM TMOKa3aJIM acCOIMAIMI0 ATUX MYTAllMi C aTOMUYECKUM JEPMATHTOM, C
ypoBHeM Ig E, ¢ NoBbIlIEHHON UCYEPUYEHHOCTHIO JaJ0HENW Y OOJIbHBIX C aTOMUYECKUM
nepmatutoM. [loBblllleHHass MCYEPUYEHHOCTh JaJIOHEH  XapaKTepHa Kak  JJIis
aTOMMYECKOr0 JIEPMATHUTA, TaK W U1 ByabrapHoro uxruosa [120]. Myrtanuun R501X u
2282del4 wumeror okxomo 9 % wmacemenus EBponer [73]. U3 881 demoseka
nonyiasiunoHHOW BeIOOpKU T. HoBocuOupcka 34 uenoBeka ObUIM TeTEPO3UTOTAMU I10
nenerun (3,9 %) [11]. Ot nmanHble cooTBeTcTBYIOT pesyibraram C. N. Palmer u
coaBTopoB [116], cormacHo kotopbiM B mnonyisiuuu [lloTnanauu yactota Aeneuuu
3,8 % (38 rereposurot no aenennu u3 1008 o6Cie10BaHHBIX TKOJILHUKOB).

[lokazaHo, 4uro moiaumMop(du3M uYMcia TaHAEMHBIX MMOBTOPOB IeHa (uiIarrpuHa
aCCOIMUPOBAH C CYXOCThIO KOXHBIX MOKpoBOB [90]. Ilo mamueiM R. S. Ginger u
coaBTopoB [90], y Hocurenel annens ¢ 12 mOBTOpaMHM CyXOCTb KOJKHBIX IOKPOBOB
BCTpedaeTcs B 4 pasa pexe, UeM y HocuTesel Apyrux amienaeil. MoKHO MpeanoioKuTh,
YTO BEPOSTHOCTh KIMHUYECKUX NPOSBICHUM BYJIrapHOrO0 HMXTHO3a, ATOMUYECKOTO
aepMatuta y rerepo3uror mo wmytarmusaMm 2282deld wnmm R501X B coderanuu ¢
TOMO3HUI'OTHBIM HOCUTEIBCTBOM ajuielisi ¢ 12 moBTopaMu OyAeT MEHbIIIE, 0 CPABHEHUIO
C COYETAaHHUEM C TOMO- HJIM T€TEPO3UTOTHBIM HOCUTEIHCTBOM ailjieJied C MEHBIINM
KOJMYECTBOM MOBTOPOB. OTUACTH OMPABIAHHOCTH TAKOr'O MPEAON0KEHUSI KOCBEHHO
MOATBEPXKAAIOT PE3YNbTaThl HUCCIEAOBAaHMS, B KOTOPOM JIOKa3aldd HapylleHUue

OapbepHOi (YHKIIMU KOXXHM, C TIOBBIIIICHUEM €€ MPOHUIIAEMOCTH, y OOJBHBIX C
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aTONMUYECKUM JIEPMATUTOM, B TOM YHCJI€ U Ha HEMOPAKEHHBIX y4yacTKax Koxu [49].
XoTs U camMo 1Mo cebe HOCUTEIBCTBO ITHX MyTauui y OonbHbIX ¢ AJl, Kak ObLIO
ITOKA3aHO IO3/IHEE, ACCOLMUPOBAHO CO 3HAUYUTEIbHBIM CHUKEHUEM THApPATalMK stratum
corneum [71]. Kpome Toro, y 601pHBIX ¢ MyTarusiMu B rene FLG nHaekc KIMHUYeCKOn
Tsokectu  3a6oneBaHuss SCORAD  cunbHO KOppenupyeT ¢ TpaHCIMHAEpMalbHON
notepeit Boasl (TEWL), runparanueit stratum corneum (SC), Tonmuuoit SC. Torna kak
y OompHBIX ¢ AJl 6e3 Myrauuil Takas koppenauus otrcyrcrByer [71]. Ilozxe B
Wpnanauu ObU1a Moka3aHa OTpHUIaTeNIbHAsE KOppeslus yucia noBTopoB B rene FLG ¢
PUCKOM Pa3BUTHS aTOMUYECKOI0 JepMaTuTa. ABTOpPBI OLIEHUIIN KOJIUYECTBO MOBTOPOB B
rene FLG y 876 nereii ¢ AJl u 928 denoBek M3 NOMYJISUUOHHOW BBIOOPKH,
MpeIBapUTEIHLHO HCKIIIOYUB u3 aHanuza HOCUTENEN
Hylb-MyTanui. Okxa3zaloch, YTO B TMONYJISIUH CaMbIM YacTbiIM OBLIT  alljieib
¢ 11 noBropamu (51,5 %). B koHTpoJibHOW rpyrine ObLIO 3HAYUTEIBHO BBIIIE YHCIIO
noBropoB, uem B rpynne ¢ AJl (p=0,043), a oTHOIIEHHUE IIIAHCOB pPa3BUTHS
3aboneBanus cHmwxkainock 1o 0,88 (95 % U 0,78-0,98, p=0,025) mans kaxmoro
JOTIOHUTENbHOTO NoBTOpa. KonnyecTBO mpoayKkToB pacnaga (uiarrpuia B poroBoM
CJI0€ ANUAEPMHUCA TOJIOKUTEIBHO KOPPEIHPOBAINA C KOJIMYECTBOM IOBTOPOB B T'E€HE
FLG [112].

B Poccun macmtabubIx uccnenoBanuit mytanuii B reHe FLG moka Het [11; 89].

1.3 T'eHogepmaTo3bl, NPH KOTOPbIX MNPHU3HAKH, XAapaKTepHbIe IJI

ATOIMMYECKOIo JepmMarura, siBJIfI0TCsA OIHUMH U3 BEAYyIIUX CUMIITOMOB

['enomepmaTo3sl (Tpedyeckuii genos poJ, MPOUCXOXKICHHE + JAepMaTo3bl) —
HaclleJICTBEHHbIE 3a0osieBaHusl KOXW. Kak mnpaBuio, OHM JKTOAEPMAIBLHOTO H
sKTOME30iepMaibHoro npoucxoxaenus [127]. Ilo ganusim BO3, okoiio Tpetu Bcex
HACJIEJICTBEHHBIX OOJIe3HEW KOXXM, y KOTOPBIX JIOKa3aH HACJICICTBEHHBIH TEHE3.
daKkTUYECKU T'€HOAEPMATO3bl — ATO 3a00JIE€BaHMS C YETKO JOKA3aHHOW T'€HETHYECKOM
KOMIIOHEHTOW. B aepMaronormyeckoil auTepaType OMNUCHIBAIOTCS COYETaHHUS 2-X

KOXXHBIX Iatojorui. Yamie Bcero BCTPCHAKOTCA pa6OTBI O COUYCTaHHUU HACJICIACTBCHHOI'O
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3a00JIEBaHUSl KOXXKH C KaKHM-JIHOO pPacipoCTpaHCHHBIM AOCPMATO30M. OueHp YacTo
Bpady TpyAHO BBIACIINTbE OCHOBHOC 3360HCB3HI/IC, HHOTa A€ pacCIlO3HATb, YTO IICPCH
HHUM HAXOOUTCA MAOUCHT C ABYM:A 0oxe3nsamu. B stux ClIydasaX HazHaddcCMasa TCpanusd

SABIsIeTCS. MaJIo A(hPEKTUBHOM, a B HEKOTOPBIX Cydasix BooO1e 6e3 addekra.

Amonuyeckuii depmamum u IKMoOepManrbHas OUCHIA3USA

N3 Hapy>KHOTO CJIOSi 3apOJIBIIIIEBOTO JIMCTKA AMOPHMOHA HA PAHHUX CTaIUsAX
pa3BUTHUA dKTOoJIepMa (POPMUPYET HEPBHYIO CUCTEMY (CIIMHHOM MO3T, nepudepudeckue
HEPBHI M TOJIOBHOW MO3T), 3yOHYIO SMallb U 3nuAepMuc. Takxke oH o0pa3yeT opraHbl
YyBCTB, JIUTEIUNA MEPEIHEr0 M 3aJHEr0 OTIEJIOB IMHUIEBAPUTEIILHON cUCTEMBl. B
OHJIAMH KaTaJiore T€HOB W HACJIEICTBEHHBIX 3a00seBanuii yenopeka OMIM npu noucke
o KiIr4eBbIM ciioBaMm «ectodermal dysplasia» waxomutcs 206 pedepatoB [127].
CunapoMBI ¢ dKTOAepMalIbHOUM auctuiazueit (3/]) mpeactaBiusioT co0oil pa3HOPOIHYIO
rpyniy 3a0o0JIeBaHUM, TPU KOTOPHIX TMOPAXKAIOTCS TKAHU, MPOU3BOJHBIE IKTOIACPMBI.
CpenHue paHHBIE TI0 PACHPOCTPAHEHHOCTH 3a00JieBaHUM, BXOJAIIUX B TPYIIILY
sKkToepMaibHbIX nuctuiazuii, 1 Ha 10 000 nacenenus [18]. Kaxnaeiii cunapom /]
MOXET BKJIIOYaTh B ce0s pa3IuyHbie KOMOWHAIIMU CUMIITOMOB, MPOSIBJICHUS KOTOPBIX
BapbUPYIOTCS OT HE3HAUUTENIBHBIX JIO SIPKO BBIpaXEHHBIX. Ho KaXmass HO30J0THUS U3
ATOU IpYIIIbI 3200JIEBaHUIM UMeeT celupuyeckuil PeHoTUr1, XapakTepHbIN ISl TaHHON
HACJIEJICTBEHHOM MaToJIOTuU. POCT manueHToB, Kak MpaBUIO, HUXKE CPEIHECEMEHHOTO.
JIutio umeeT cTapueckuii BujI, OOJIBIION JIOO C BBICTYMAIOIIUMUA HAJOPOBHBIMU JTyTraMH
1 JOOHBIMH OyrpamMu («OJIUMMOUNUCKUN 7100»), MIMPOKUE CKYJIOBBIE KOCTH, 3alaBIIYIO
MIEPEHOCHILY U, KaK CJICICTBUE, MAJICHBKUM CEIOBUIHBIN HOC C TUIOIUIA3UEH KPBUILEB,
3amaBIIie IIEKH, TOJIHBbIE BBIBEPHYTHIC T'yObl, MAaCCHUBHBIA TOJOOPOJIOK, OOJIbIIIKE
neopMUpOBaHHbIE YIIH («YIIM caTupa»). Y HEKOTOPHIX MAIUEHTOB HWMEIOTCS
TpyAHOCTH B 0OmeHnd. OCHOBHBIMU CHUMIITOMaMH SIBJISIIOTCS: OTCYTCTBUE WIIH
YMEHBIIICHHE KOJIMYECTBA MOTOBBIX W/UIU CAIBHBIX XKEJIe3, OTCYTCTBHE WM aHOMAJIHS
pOoCTa BOJIOC, OTCYTCTBUE WUJIU MOPOK Pa3BUTHUS HEKOTOPBIX MIIM BCEX 3yOOB, UBMEHEHHUE
CTPOCHHMSI HOTTEBBIX IUIACTHHOK OT TUmoruiazuu ao nedopmaruu. [Ipu D]] BoO3MOKHO:

ocia0JieHre WM yTpaTa clyXa/3peHHs; SKTPOAAKTUIINS PYK W/HWIKA HOT; He3apallleHHe
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ryObl W/WJIM MATKOTO W/WJIM TBEPJOTO HEOA; TUCXPOMUS KOKHBIX TTOKPOBOB; pa3IudyHas
YYBCTBUTEJIBHOCTh K CBETY OT HEHPHUSATHBIX OLIYIICHUN O CBETOOOS3HU; MPOOJIEMBI C
opraHamMu  JbIXaHUs, Kak  CIJIEJCTBUE, MOPAXEHHUS  CIU3UCTOM  000IO0YKH
OpOHXO0ATBBEOJISIPHON CUCTEMBI; y JHUI[ dKEHCKOIro Mojia AePEeKT pa3BUTHUS MOJOUYHBIX
KeJe3 BIUIOTh JO UX OTCYTCTBUS; HENOPA3BUTHE CEKPETOPHBIX JKEJI€3 MPUBOJIUT K
BO3HUKHOBEHHIO KOHBIOHKTUBUTOB (M3-32 YMEHBIIICHUS CJIC300TICJICHHUSI), TAPUHTUTOB,
(apuHTUTOB, PUHUTOB (B TOM YHCIEe aTPOPUUYECKHUX), CTOMATUTOB. DTU K€ KEJE3bl
HEJIOPa3BUTHl B CIM3UCTON OO0O0JIOUKE TPaxeoOpOHXHAIBHOIO JepeBa, MHILNEBOJA M
JIBEHAUATUIIEPCTHOW KHUIIKH, YTO KIMHUYECKH TMPOABISETCS PEHUIUBUPYIOIINMU
JIETOYHBIMUA MHQEKIUAMH, OXPUILUIOCThIO W aucharueit [26]. M3-3a cHmKeHUs
OapbepHON (PYHKIIMHM KOXKHU U TIEPBUYHOIO YTHETECHUSI UMMYHUTETA Y TAIMEHTOB ¢ DJ]
qyacTbl pa3iauyHble HMH(eKunoHHble 3a0oneBanud. [lpu DJ] umeroTcss ocoOeHHOCTH
CTPOCHHMS KOXKHU U €€ MPUIATKOB, BCIEIACTBUE YETO HA HEW YACTO MOSIBISAIOTCS SPO3UU,
TPEIIMHbI, KOTOpble NPHUHOCAT TNalUeHTy auckoMmdopt, 3ya. Ha ¢done mnocineanero
YBEJIMUMBACTCS IUIONIAAb MOBPEXKJIECHHOM KOXKH, OCOOCHHO B JIETKO TPaBMHUPYEMBIX
MecTax (Koka B KPYIHBIX CKJIaJKax). DTH MPOSBICHUS, OCOOCHHO MPU HEBBIPAKEHHOM
denotune D[, MOKHO MPUHSTH 3a MPU3HAKU aTONMUYECKOro Aepmaruta. OnmyOauKoBaH
pSAI WCCIIENOBaHUN Ha HEOOJBIIMX TpyNnax MallMeHTOB W ONHCAHUN KIWHUYECKUX
CIIy4yaeB, KOTOpPBIC YKa3blBalOT Ha IOBBIIIEHUWE pAaCIpPOCTPAaHEHHOCTH ATONHUU U
NEPBUYHBIX UMMYHOAE(PUUUTOB cpeau mainueHToB ¢ cuHapomamu JJ[. Mark B.J. u
coaBTophl [102] onpenenunu pacnpoCTPaHEHHOCTh KIMHUYECKUX CUMIITOMOB aTONHUHU
WM UMMYHOIeUIIUTA cper OOBIION KOTOPTHI aere ¢ cuuapomamu J]1 [135]. Ouu
paszociaid Mo mnouyte 9-CTpaHUYHBIA BOMPOCHUK CEMbAM, KOTOpblEe OBbUIM YJECHAMHU
HanmonanbHoro QoHma sKTOAEepMalbHBIX JuCIUIa3uid. BomnpocHUK — 3amoiHsiIu
poauTenn AeTel B Bo3pacte A0 18 yer ¢ auarso3zom cunapoMa D/l Wi HOCUTEIbCTBA.
YacTtu aHKeThl ObUTH aIalTUPOBAHBI U3 paHee MPOBEPEHHBIX aHKET, pa3pabOTaHHbBIX IS
MexayHapoHoro uccieaoBanusi actMbl U ayiepruu cpeau aeteit (ISAAC). ABTopsl
nonyynnu 347 3anonHeHHeix aHkeT. [lpm  cpaBHenum 13-14-netHux nerei,
onpoieHHbIX B ucciaenopanuu ISAAC, ¢ getbMu ¢ cuHapoMamu D/, OHU HAIUIM, YTO

MOCJIETHUE HMEIU 3HAYUTENbHO 0oJiee BBICOKYIO YacTOTY OpOHXHAJIbHOW aCTMBbI
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(32,2 % npotus 16,4 %), cumnromoB punuta (76,1 % npotus 38,9 %), a TakKe IK3EMbI
(58,9 % npotur 8,2 %). PacnipocTpaHEHHOCTh TUAarHOCTUPOBAHHOW BpauyoOM IMHUIIEBOU
amepruu (20,7 %) y nmamueHToB ¢ D/ Takxke MpeBbICUIa U3BECTHBIC OLICHKU B OOIIEH
JETCKOM  momyisiuMd. ITO  MacluTaOHOEe, PETPOCHEKTUBHOE  HCCIEOBaHUE
MPOJIEMOHCTPUPOBATIO CYHIECTBEHHO OOJIBIIYI0 PacHpOCTPAaHEHHOCTh CHUMIITOMOB
aATOMMYECKUX HApPYIICHUH W TEPBUYHBIX UMMYHOACHUIIMTOB cpeau naereit ¢ D]
CUHAPOMAaMH, 1O CPABHEHUIO C OOIIed AeTCKOM mnomynsuuend. ABTOPHI NMPUIUIM K
BBIBOJlY, UYTO COYETAHHE T'€HETHUYECKUX U IKOJOTUYECKHUX (DAKTOPOB MPHU CUHIPOMAX C
3] MOKeT criocoOCTBOBATh HAPYIICHUSIM 0aphEPOB KOKH U CIU3ZUCTBIX, UTO HE TOJIBKO
MOBBIIIAET UX MPOHULAEMOCTb JJI1 UPPUTAHTOB, AJUNIEPIEHOB U MUKPOOPTaHU3MOB, HO
1, KaK CJIEICTBUE, YyBCTBUTEIBHOCTh K HUIM MaKpOOPTaHU3MA.

Ecimu npu Al nedexThl 3amuTHOrO 6apbepa KOXKH CBS3bIBAIOT C U3MEHEHUSIMU
JUTIAHOTO TpOo(uiIsi B POroBOM CJIO€ M MyTallUsIMU B TeHe (QuiarrpuHa, TO MpH
runorgaporudeckoil  OJ[ TOHKME MeXaHW3Mbl NATOJOTMM KOXHOTOo Oapbepa
HeusBecTHbL. Jungersted J. M. u coaBTOpbl cpaBHMIM NPOPUIN LEPaAMUIOB Y
nanueHToB AJl u runorunporudeckoin D/ B OuoncuitHom marepuaine [65]. CormacHo
UX pe3yibTaTaMm, JMMUIHBIE MPOPUIN OKa3ajduCch CXOAHBIMU, Kpome Iepamunaa |1,
KOTOPBIM OBLT 3HAYUTEIBHO BBIIC Yy TAIMEHTOB C TUnoruaporuueckorn DJI.
JlanbHeiime ucciae0BaHus TOMOTYT MOHATh (PYHKIIMOHAIBHOE 3HAYEHHE 3TOTO (haKTa.
B apyrom uccnenoBanuu oneHWIN KauyecTBO ku3HU OonbHBIX ¢ D] [137]. Ilopaxenue
KOXXM B BHJE THUIOTHIPO3a, aTOMMYECKOro jaepMaTuTa U HMHEOEKIUA (B pasHBIX
COYETAaHUSX M CTENEHU BBIPAXKEHHOCTH) OTMEYaIM TOYTH Bce mNanueHTsl. [lpu
o0clieIOBaHNM TAIMEHTOB C aHTHUAPOTUUYECKON IKTOJAEPMaIbLHON JUCIIIa3UeH HEepPeaKo
OOHapy»XUBaeTCS ACPMATUT C JIUXECHUPUKAIUAMH, KIMHUYECKA HEOTIUYUMBIN OoT AJ|
[84]. Hdpyrue aBTOpBI MpPU TUNOTHAPOTAYECKOW /] omucanin M3MEHEHUs KOXH Kak
sk3eMaro3Hblid nepMatutT [121]. Koguchi-Yoshioka H. u coastropsr (2014) Habmronanu
6 MalMeHTOB C THUIMO WM aHruaporuueckor DJ[. YV 5 w3 6 mnanueHTtoB ObUIH
MPOSIBIICHUS, MOJOOHBIE aTOMHYECKOMY AepMaTuTy [61]. ABTOpBI MPEANON0KUIN, YTO
TUIIO- WJIM aHTHIPO3 caMU 1o ce0e MPUBOASIT K HAPYIICHUIO OapbepHOUM QYHKIIMHN KOXKU

" PAa3BUTHIO ATOIIMYCCKOTO ACpMATHUTA.
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Amonuveckuii  depmamum  nNpu  HACLEOCMBEHHbIX  opmax  HapyuleHus
KepamuHuzayuu

ATONHMYECKUH JEPMATUT MOKET COYETATHCSI HE TOJBKO C BYJbIapHBIM UXTHO30M,
HO M C X-CHEIUICHHBIM UXTHO30M [99] U 1eNbIM PSAI0M UXTHO3U(DOPMHBIX U3MEHEHUM
KOXH [26], B uacTHOCTH ¢ cuHapomoM HerepTtona [93].

BropeiM 1o yacToTe BCTpEYaeMOCTH CpeAu MXTUO3U(POPMHBIX I€HOAEPMATO30B
SBJISIETCSL X-CIEIUICHHBIN perieccuBHbIN nxTto3, (OMIM 308100), CHHOHUMBI: YEPHBIH
WM YEepHEIONMA WXTHO3. Tum HacjaeqoBaHUS — PELEeCCUBHBIN, CIEIUICHHBIH C
X xpomocomoit.  IlenerpantHocTh reHa  monHass.  [latomopdosoruss — KOXu:
PaBHOMEpHBI THUIIEPKEpPaTO3, HO HE XapakTepeH (OJITUKYISIPHBIA THUIIEPKEPATO3.
OtcyrcTBUE (pepmeHTa cTepouacyabdaTaszbl B dSNUAESPMATBHBIX KIETKAaX U JICHKOIUTAX
MIPUBOJUT K HAKOIUICHHUIO XOJIECTEpOJICYJib(aTa B CHIBOPOTKE KPOBU U POTOBOM CJIOE€ C
yBEJIUYCHUEM CWJIbI CIEIUICHUS KJIETOK M 3aMeIJIEHUEM Mpoliecca JeckBaMaluu. ['eH
crepouncyiabdarazpl STS nokanusyercs Ha KopoTkoM Iiede X xpomocombl (OMIM
300747). HegoctaTouHOCTh (pepMeHTa OMPEACISAETCS U Y KCHITMH-HOCUTEIBHUIL T'eHa.
Hepenko 9Ta  HEAOCTaTOYHOCTH  COMPOBOXKIAETCSA  YMEPEHHBIMH  KOXKHBIMH
nposiBnenusamMu. Cuevas-Covarrubias S. A. u coaBTopsl (1999) onpenenuny akTHBHOCTD
aToro pepmMeHTa y 42 MaTepeil My>KUrH ¢ TIEpBOHAYAIBLHO YCTAHOBJICHHBIM JTUarHO30M
myTanuu de novo. Y 36 xeHiuH (85 %) akTUBHOCTH (hepMEHTa OKa3anach CpaBHUMOU
C YPOBHEM, ONpPEACIIEMbIM Y KEHIIUH-HOCUTEIIBHUI] MAaTOJIOTUUYECKOTO reHa. ABTOPHI
CAeNaJii  BBIBOJ, YTO OOJBIIMHCTBO MaTepedl ATUX TAlUUCHTOB  SIBISIOTCS
HOCUTEJIBHUIIAMHU TEPBUYHOTO T'€HHOro JedeKkTa M, COOTBETCTBEHHO, 3a00JieBaHUE Y
TaKMX MYXYHH HE OTHOCUTCS K ciaydasM myTtauuid de novo [125]. Kpome Toro onucano
yTSOKEICHUE KIMHUYECKUX MPOSIBICHUM X-CIEIIEHHOTO PEIECCUBHOTO MXTHO3a MPHU
codyeTaHuu ¢ mytauusimMu B rene FLG [87].

JlaqoHHO-TIOIOIIIBEHHBIE  KEPATOACPMHUU  XapaKTEPHU3YIOTCS  M30BITOYHBIM
OpOTOBEHHEM TMPEUMYIECTBEHHO B oOjacTu JafoHedl u momomB. [lo xapakrepy
KIIMHUYECKON KapTUHBI KepaToaepMUU MOTYT OBbITh TU(PGY3HBIMH, CO CIUIOIIHBIM
MOpaXKeHUEM BCEH TMOBEPXHOCTU JIaJloHeW W mojomB (Kepatoaepmuu YHHBI-TocTa,

Menena, Ilanuiiona-JlepeBpa u np.) W JIOKaJTU30BAHHBIMU, MPU KOTOPBIX YUACTKHU
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M30BITOYHOTO OpOTOBEHHUs pacmojararorcss ouaramu (keparoaepmus CumeHca,
Keparoaepmus JuHeHas dykca, kepatoaepmus bymke-dumiepa-bpayaspa u ap.) [127].

Keparonepmust Tocta-Yuusl (MIM 144200), cuHOHUM: KepaToMa BpOXKJICHHAs
JaJIOHHO-TIOJIONIBEHHAs] — paclpocTpaHeHHass (opma HacleqCcTBeHHON auddy3Hoin
KepaToJIepMuUH, JIJIsi KOTOPOM XapaKTepeH KeparTo3 JIaJJoHel u moaowms 0e3 nepexoaa Ha
JIpyrHe y4acTKu KOXKM. THI HacleJoBaHUs ayTOCOMHO-JOMHHAHTHBIM. 3aboseBaHue
MIPOSIBIISICTCS. B IEPBBIE TOJbI KM3HU B BHJIE JIETKOTO YTOJUIEHUS KOXKU JIAJOHEW H
nonomB. [locrenenno nuddys3Hblil kepato3 HapacTaeT K 4-5 ronam, peako nosaxee. K
ATOMY BO3pACTy, KJIMHUYECKas KapTHHa 3a0ojeBaHus (OPMHUPYETCS MOJTHOCTHIO.
PoroBbie HacnoeHus: Ha JaJ0HAX U MOJOIIBaX (MHOT/AA TOJIBKO Ha MOJOIIBAX) IIIaJKuE,
TOJICTBIE, JKEITOTO 1BETa, C PE3KO OYEPUCHHBIM KpaeM, KOTOPBIM OKpPYKEH
APUTEMATO3HBIM BEHUYMKOM IIMpHHON 1-3 mMm. IIpomecc conmpoBokaaeTcs: JOKaJIbHBIM
TUNEPTUAPO30M. [ MICTOJIOrMYECKH BBIABISIOT OPTOTUIIEPKEPATO3, TPAHYIE3, aKaHTO3, B
JepMe HeOOJbIION MEepUBACKYISPHBIM BOCHAIUTENbHBIN MHGUILTpAT. Bosockl, 3y0Obl
He u3MeHeHbl. Hortu Moryt ObiTh yTouieHsl (18 % ciyyaeB), HO He TUCTPODUUHBI
[127].

BapuaHT JIOKalIbHOM KepaToOAEpMUU — JAUCCEMHHUPOBAHHAS IATHUCTAs
keparonepmus  bymke-®Oumepa, (MIM  148600), CuHoHuUMBI:  mnamyné3Has
JAJOHHO-TIOJOIIBEHHAS KEepaToJepMHUs bymke-®uiepa, HaCJICICTBEHHAs
JAJJOHHO-TIOJOIIBEHHAS PACCESHHASI KEPATOMA, PaCCESIHHBIN TOUEUHbIN KepaTo3 bymike-
Oumepa. 1o Haubosee pacnpocTpaHéHHass ¢GopMa 0YaroBOMl KepaToaepMHHU.
Hacnenyercs mo ayTOCOMHO-AOMMHAHTHOMY THMY. 3abojeBaHUE MPOSBISIETCS B
MOJPOCTKOBOM BO3pacTe, MHOTr1a no3xe [26]. Ha koxe nagoHel 1 moI01B NOSBIISIIOTCS
MeEJIKME BHYTPUPOTOBBIE y3eIKH aAuameTrpoM oT 2 10 10 MM ("keMuyXuHbI"), TIO3/IHEE
MpeBpAILAIOIINUECs B IJIOTHBIE KEITOBATO-KOPUUYHEBOTO I[BETA POroBbie MpoOKku. Ouaru
MOpaXEHUsI HE CIUBAIOTCA Mexay cobOoil. Ilocne oTTropkeHus poroBoil NpPoOOKU
ocTaérca KpaTepooOpa3Hoe yriyOjieHue ¢ poroBbIMU cTeHkamu. llotooTnenenue He

HapyuieHo. MoryT ObITh pa3Iu4Hble U3MEHEHUs! HOTTel [26].



32

Macmoyumos

[lurmenTHas kpanuBHuIAa (urticaria pigmentosa), MIM 154800, oOycioBieHa
MOBBIIIICHUEM KOJIMUECTBA TKAHEBBIX 0a30()MIJIOB B OJTHOM WJIM HECKOJIBKUX OpraHax.
Paznuuaror goOpokauecTBeHHbIE (KOKHBIE M CHCTEMHBIE) M 3JIOKQUECTBEHHBIC
(nmeiikemuueckue) Qopmbl  3aboneBanus. W3 goOpokauecTBeHHBIX (OpM  Halle
BCTPEUAIOTCS MEJIKOISTHUCTAs U ManyJie3Has, KOTOpble OOBIYHO Pa3BUBAIOTCA Y JIETEH.
B nepBrie 1Ba rojaa xu3Hu HaunHatoTcs 55 % ciydaeB mactouuTo3a [13]. XapakrepHo
MOSIBJICHUE CJIETKAa BO3BBIMIAIOIIMXCS MHOYXECTBEHHBIX TSTEH M y3€JIKOB HEOOJBIIOTO
pasMmepa, OKPYTJIbIX WJIM OBaJbHBIX OYEPTaHUM, KPACHOBATO-KOPUYHEBOI'O IIBETA,
JIOKAJU3YIOIIUXCS B OCHOBHOM Ha TYJIOBHUIIE, B MEHBIIIEH CTEIIEHH HAa KOHEUYHOCTAX, B
TOM 4YHCIIeé Ha JaJOHSAX W IMOJOIIBax, Ha JIMIE, PEAKO B ToJiocTh pra. HMHornma
BBICHITIAaHWS MOTYT HAllOMUHATh KCAaHTOMBL. B psme ciydaeB MsiTHA CIWMBAIOTCH,
MOSIBJIIFOTCS Y3JI0BAThIE DJIEMEHThI, UX MOBEPXHOCTh MOXET OBITh BeppyKo3HOM. [Ipu
TPEHUHU, JaX€ YMEPEHHOM, BBICHIMTAHUS TPUHUMAIOT OTYETIUBBIA YPTUKAPHBIMA
XapaKTep, YCUIMBAIOTCA KPAaCHOTA M OTEYHOCTh, TMOSIBIACTCS WM CTAHOBUTCS OoJiee
WHTEHCHUBHBIM 3yJ. Y JeTed T'PYJHOTO WM PaHHEro JIEeTCKOTr0 BO3pacTa MOTYT OBITh
OyJuIe3HbIE BBICHIIIAHMS, Yallle B COYETAHWU C Y3JIOBATBIMHM 3JIEMEHTaMHU. BO3MOKHBI
OJIMHOYHBIE WM MHOXKECTBEHHBIE MSITHUCTO-TIANYJIC3HbIE UJIU Y3JIOBAThIC BBHICHIMIAHUSA,
Ha TOBEPXHOCTH KOTOPBIX MPU TPEHUH WM CIIOHTAHHO TIOSBIISIIOTCS Ty3bIPHBIC
anemeHThl. [ly3pIpu, B TOM 4YuCJIE reMOpparnuyeckue, MOTYT pa3BUBaThCs Ha (hOHE
muddy3HON KpacHOBATO-KOPUYHEBATOW MHUTMEHTAIMU, MPU ITOM KOXKa HECKOIBKO
HHPWIHTPUPOBAHA, TICEeBAOTUXEHUDUITUPOBAHA, BBITVISIAUT ~ [IArpeHEBUTHOM.
Benencreue nuHQUIBTpauy NOIMBIIIEYHBIE U MTAXOBO-OCPEHHBIC CKIIAJIKU CTAHOBSITCS
OoJiee BrIpaXEHHBIMU [26].

B  paHHem = geTCKOM  BO3pacTe€  BO3MOXKHBI  TPOSIBIIGHUS] B BHUJIC
T Py3HO-IPUTPOJECPMUYECKOTO MACTOIIUTO3a C TOSIBICHUEM OYJUIe3HBIX WJIU
YPTUKAPHBIX BBICHINIAHUMN, MOCIEe HE3HAUUTEIBHOU TPaBMbl BOSHUKAIOT MY3BbIPHU, PE3KO
BhIpakeH nepMorpaduszm. Koxka KenToBaTO-KOPUYHEBOrO IIBETA, CJIETKa TECTOBATOM
KOHCHCTEHIIMU, MOKET HAaIlIOMUHAThH KOPKY arejibCuHa ¢ YCUJIEHUEM KOJKHOT'O PUCYHKA,

b dy3Hol MHPUIBTpALIKEN KOKHOTO MOKPOBA, MOBBIILIEHUEM CKJIAYaTOCTH HA JUIIE,
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1ee, KOHEYHOCTSIX.

Juarno3 pasznuuHbiX (GOpM TUTMEHTHOW KPaNUBHHIIBI YCTaHABIMBAETCS Ha
OCHOBaHUM  XapaKTEPHOW KIWHHUYECKOW KapTuHbl. UYeM padHbllle pa3BUIOCH
3a0osieBaHue, TEM MPOrHO3 Jyulle. B cpeqHeM cucTeMHble MOpa)keHUs HAOMI01at0TCs
nmpumepuo 'y 10%  OGonpHBIX.  [IporHO3  COMUTApHBIX  MACTOIMTOM  H
JTMCCEeMUHUPOBAHHON THUITMEHTHOM KpAIlMBHUIIBI, BO3HUKILIECH Yy JIE€TeH /10 IMOJOBOTO

CO3pEBaHMs, KaK IPaBUiI0, XOpOWuni [26].

T'ucmuoyumos

B ocHoBe ructronuTos3a aexuT nuddysHas uiu ovaronas npoiaudepanus KIeToK
Jlanrepranca. Knerku Jlanrepranca cimBarOTCsl B TUTAHTCKUE MHOTOSIZIEPHBIE KIIETKU U
BMECTE€ C D03MHOPMWIAMH O00pa3yloT TpaHylieMbl. XapaKTepHO MOpPaKEHHE KOCTel
(ocTeonUTUYECKHE OYarM) M KOXKU (OT OTeKa M ChINM JI0 U3BSA3BICHUS U HEKPO3a).
Paznuuaror Tpu Gpopmbl ructuonuToza X: 6one3nb Adta — Jlerrepepa — Cuse, 00ie3Hb
Xenpna — Hronnepa — Kpucuena (kcantomaros), 6ose3ub TapatsiHoBa (303MHOPUIbHAS
rpaHylieMa), OTJIMYaoIIKUecs MO KIMHUYECKOW KapTWHE W MpOrHo3y. Bo3moxkHO, Bce
Tpu (GOpMBI — BapUAHTHI OJIHOTO 3a00JeBaHUs; MOTYT HAaONMIOJATbCAd B3aUMHbBIE HX
nepexoabl. [lopaxkeHue KoKW MpU TMCTUOLMTO3€ MHOT/AA MPUHUMAIOT 32 AU(Qy3HbIN
HelpoaepMuT wiu cebopeiinbii nepmatuT [13]. OuaroBblii THCTHOLUTO3 OOBIYHO
MPOSABIISAETCS OJAMHOYHBIM OCTEOJUTHYECKUM oyaroMm (Hepeako xkanod HeT, a
MOPAXKEHUE KOCTEN BBIABISIOT CIYyYalHO — HA PEHTIEHOTPAMME, BBIIIOJIHEHHOM IO
IpyroMy TIOBOAY); HE PEIKOCTb TaKKe TMOpakeHHWe KOXKU M MATKUX TKaHEH.
3aboseBaHue U3BECTHO Kak 303MHO(MIIbHAS TpanysieMa. OObBIYHO OOJICIOT AETH MEPBBIX
net xxku3Hu. Onucan ciyyai, korjga 3adoneBaHue MaHU(GECTUPOBAIO C BECTUOYIAPHON
aTaKCUM M CEHCOHEBPAJIBHOM TYrOYXOCTH, BCJIEACTBUE TMOPAXKEHUA MHPAMHJIBI
BUCOYHOM KoCcTH y pebenka 7 uner [22]. JIMCCEMUHMpPOBAHHBIM THCTHOIIUTO3
MPOSIBIISICTCSI  MHOYKECTBEHHBIMU  OCTEOJIUTHUYECKMMH  OYaraMH, HapylIaloIUMHU
GyHKUIMIO ONU3NIEkKAIIMX OPraHoB, TAaKXKE pa3BUBACTCA IMOPAKEHHE KOXH, MITKUX
TKaHel, TuM¢oy3oB, jerkux u runodusa [23]. Ilo yacTore mopakeHus: mociie KOcTen

KOJXa 3aHUMAcCT BTOPOC MCCTO B BUAC MOKHYIIIUX, 3YyIAIINX, 00JIE3HEHHBIX 3p03PII>i, HC
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MOAJAIOIINUXCST MECTHOMY JiedeHMIO. Chlllb, JIOKAJIUM30BaHHAs Ha BOJIOCHCTOM YacTH
rOJIOBBI WJIM T€HEpaJu30BaHHO. Bo3MOXkHa MamyJIOCKBaMO3Hasl Chlllb, HAIIOMHUHAKOLIAS
cebopelHplii AepMatuT win AU(PQY3HBI HEUPONEPMUT; HMHOTAA — BE3UKYJISpHAs;
MHOT'/Ia — TeMOpparuyeckasi. JJIEMEHThI ChIIIM MOTYT HEKPOTHU3UPOBATHCS, CIMBATHCA.
Bo3MoxHBI 0TCIIONKA 3nuaepMUca, 00pa3oBaHue TOJICTHIX KOPOK. B KOKHBIX CKIIaJKax
— MOKHYTHE, TMPHUCOCIUHEHHE BTOPUYHBIX HUH(pekuui, u3bsa3BiaeHue [13].
[TamysiockBamMO3Hasl CBINb Yalle JOKAJIU3YETCS Ha BOJOCUCTOW YacTH TOJIOBBI, JIHIE,
TyJIOBUILE, OCOOEHHO Ha JKMBOTE M sAroguuax. PacmpocTpaHEHHOCTh Hpolecca
BApbUPYET OT OJAMHOYHBIX JJIEMEHTOB O T€HEPAIM30BaHHOW ChIU. ONUCAHBI CIydau,
KOI'/Ia I€TU HAaOJI0/IaJUCh HA MPOTSHKEHUU MHOTHX MECSIIEB ¢ TUAarHO30M aTONMHYECKUI
aepmatut [9]. Alnaruos ructuonnto3a X J0JKEH ObITh MOATBEPKIEH TMCTOJIOTHYECKH.
IIockonbKy IO 4acTOTe MOPaKEHUs KOXKa 3aHMMAEcT BTOPOE MECTO IOCIIE KOCTEH, €€

OHOIICHS YaCTO UMECT peuiaromiece 3Ha4YCHUC.

1.4 ATonu4eckuii 1epMAaTUT IPH HAPYUICHUAX 00MEHA BELIeCTB

B ocHOBe »THMONATOreHe3a aToNMUYECcKOTO JAepMaTUTa JIKUT TEHEeTHYeCcKas
MIPEAPACTIONIOKEHHOCTh K €ro pPa3BUTHIO, KOTOpas B pPa3JIMYHbIE MOMEHTBI JKH3HU
OOJILHOTO pealiu3yeTcsl 4epe3 pazHOOOpa3Hble TPUITEPHbIE MEXaHU3MBbl U (HAKTOPHI
[38].

CoBpeMeHHasi CTpaTerusi TEpanuyd AaTONMYECKOrOo JIepMAaTHTAa H3JI0KEHA B
CornacuTenbHOM JOKYMEHTE AacCOIlMallUM JAETCKUX aJuIEProjoroB U MMMYHOJIOTOB
Poccun, noanucannom B 2004 r. B MockBe, OHa COJIEPKUT OOLIME MPUHLHUIIBI JICUSHUS
AJl, KOTOpBIE ONPENESAIOTCSA: BO3PACTHON CTAINEH, KIMHUYECKUMU MPOSBICHUSMH U
CONyTCTBYIOIIEH nmaTonorueit [335].

B ToMm, 4TO nueTa ABISIETCA OJHUM M3 BOXKHEMIIMX KOMIIOHEHTOB JedeHUs AJl,
HE BBI3BIBAET COMHEHHUS HU Y OAHOW rpymnibl crienuanucToB [1]. Ho moaxo/bl k BeIOOpY
TUMO0AJUIEPIreHHBIX MPOAYKTOB WJIM MPOAYKTOB, PEKOMEHIOBAHHBIX K YHOTPEOJICHHUIO
npu AJl, HEHJIEHTUYHBI Ja)KE€ Y Bpadueil BHyTPHU OJHOU CIIELIMATBHOCTH, HE TOBOPS YikKE

0 MYJIbTHUAUCHUINIMHAPHOM IMOAXOJAC B IOHMMAHUHU JAHHOT'O BOIIPOCA. BCI[B IMPOAYKTHI,
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BXO/ISIIIIFE B PAI[MOH, MOTYT BBICTYIAaTh HE TOJHKO B KAUECTBE aJNIEPTEHHBIX TPUTTEPOB,
HO M KaK HeaJNIepreHHbIe TPUTTEPhl pa3apakeHUsl W 3yAa KOXdH. B mepByro odepenp,
9TO KacaeTcsi PPyKTOB M OBOIICH, HATPUMEP, TAKUX KaK TOMAThl WU IIUTPYCOBBIE. Y
aJIJIEProJIOTOB MHOTO paboOT O TOM, YTO YYBCTBUTEIBHOCTH K OTHM TPOAYKTaAM
uHauBHAyanbHa [1]. Eciu 9yBCTBUTENBHOCTh MHAMBHUAYAIbHA, TO BO3HUKAET BOIPOC:
UMeEeTCsl T HeOOXOMUMOCTh HCKIIYaTh MX y BCEX OONBHBIX C aTOMHYECKUM
nepmatutoM? Ho 3HaunTenbHAss 4acTh MAIIMEHTOB OTMEYAET YCHIICHHUE 3yla KOXH H
0o0OCTpeHHE NepMaThTa Ha TOMAThl, ANeIbCHHBI, TPEUN(PYTHl U 3EMISIHHKY. OTH
MPOAYKTHI, IO CYTH, SIBIISIOTCS TICEBIOATIEPTeHAMH Y KOHKPETHOTO OOJIEHOTO, MOTYT
BBI3BIBATH 3y/ M3-32 TOTO, YTO B MX COCTaB BXOMIT ()PYKTOBBIC KHUCIOTHI, KAPOTHUH H
Apyrue TPUPOIHBIE BEIIECTBA, KOTOPHIE SABIAIOTCA  pazaApaxkurersmMu. Ecim
NPOaHAJIU3UPOBATh 00BEM CHEICHHOTO MPOIYKTa, TO MPOCIECKUBACTCS 3aBHCHUMOCTD:
yeM Oosipllie 00bEM — TeM sipue MPOSIBICHUS 000CTpeHMs 3a00JIeBaHUS, U ITO BAXKHO
YYUTBIBATH MU onpoce 00IbHBIX. [IpOayKTHI, CHOCOOHBIE OKa3aTh «HEeCTIEU(DUUECKOE)
paszapakaroliee JAelcTBHe, Oosiee THIATEIbHO 0OrOBapHBAaIOTCA C MAIMEHTOM WU €ro
poauTeneM (OMEeKyHOM) y)Ke Ha TIEPBOM IMpHEMeE, elle 0 MoxydeHus nHpopmammuu oo
IJIEPTEHHOCTH TOTO WJIM WHOTO MpoayKkTa. Kakue mpoayKThl HEOOXOIUMO HCKIIIOYATh
U3 TIMIIEBOTO pallioHa OOJNBHBIX C ATOMHYECKUM JAEPMATHUTOM H TOYEMY, pPEIIacT
KOKIBIA Bpady, OCHOBBIBAACh Ha OIbBITE, aJIEPronpodax ¥ PEKOMEHIAIUX,
pa3pabOTaHHBIX B €ro crenuansbHOCTH. CyIIECTBYIOT CIPABOYHHKH [0 HOpPMaMm
COJEP)KAaHUSI Pa3IUYHBIX JJIIEMEHTOB B Moye. OTKIOHEHHWE OT HOPMBI MOXKET
CBHUJICTEIIHCTBOBATH KaK O HAPYIICHUH OOMEHa TOrO UM WHOTO BEIECTBA B OPTaHU3ME,
TaK U O HEJOCTATOYHOCTH (PEPMEHTATUBHOW (PYHKIIMHM OpTraHM3Ma HJisl MepepadoTKH
KaKoro-nu0o BEIIeCTBA, HAXOMASIIETOCSs B OMNPEJCICHHBIX NPOAYKTaX MUTAHMS.
Hanpumep, ¢ppykro3a MoBbIIIAETCS B MOUYE MPH MOBHIINIEHHOM YMOTPEOJICHUN B MHIY
bpykToB, MEma, CHUPONOB, Ccaxapo3bl; TMPH  OICCEHIMATBHON  (PYKTO3YPHH,
HACJICICTBEHHOM  HApYIIEHWW  TOJNEPAHTHOCTH K  (GPYyKTO3e,  IMEYCHOUYHOM
HejocTaTrouHOCTU. [leHTo3sl (apabuHo3a, pub03a M KCWIO3a) TMOBBIIAIOTCS MPHU
ACCEHIMATBHOW TEHTO3YPUH, TUXOPATOYHOM COCTOSHUH, AJUICPTUH, [TUPPO3E MEUYCHH,

BO3MOXHa AJIMMCHTapHaA ICHTO3YypHUs. AJ]I/IMCHTapHaH IMCHTO3YypuA MOKCT
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MPOSIBIISATHCST TIOCJIE yHOTPeOJIeHUs B TMHINY OOJBIIOTO0 KOJIMYECTBAa CIIHUB, BHUIIICH,
BUHOTpaga ©  (PYKTOBBIX COKOB, TIPU DOTOM C MOYOH IKCKPETUPYIOTCS
HEMETaOOIU3UPOBAHHBIC PACTUTEIBHBIE MMEHTO3bI — apabuHo3a U Kcuiio3a. [Tockonbky
3T MOHOCAXapuJibl SIBJIAIOTCS AJIbAONEHTO3aMHM, T.€. BOCCTAHABIMBAIOIIMMH CaXapamu,
TO OHM MOTYT JIaTh JIOKHO-TIOJIOKUTEIbHBIN PE3YyJbTaT MPU ONPEACICHUM TIIOKO3bI B
MOYE C HCIOJIb30BAaHUEM OKHCISIONIMX peakTUBOB (mpoObl [aitHeca, benenukra,
Hunnennepa) [20]. TloBeimieHre J1aKTO3bl MOXKET CBHUACTEILCTBOBATH O HAPYIICHUH
abcopOLMK YTiIeBOJOB, BHI3BAHHOM JACHUIIMTOM JIAKTA3bl CIM3UCTON TOHKOM KHIIIKHU.
JlaHHbIE U3MEHEHHS MOXKHO OOHApYXHUTh B MOYE C TOMOIIBI KOJIMYECTBEHHBIX H
MOJTYKOJIMUECTBEHHBIX TECTOB, a Tak)Ke TOHKOCIOMHOW XpomMarorpaduu yrieBojoB. Y
JeTed Mpu ynoTpeOJEeHUH B MUY MPOIYKTOB, COCTOSIINX U3 KMBOTHBIX OEJIKOB, MPH
(hepMEHTAaTUBHON HEJOCTATOYHOCTH B MOYE MOXKET PErUCTPUPOBATHCS IOBBLIIICHUE
ypoBHs TiMKo3amuHorMkaHoB (I'Al'). 3aduxcupoBaTh Takue M3MEHEHHUS MOXHO C
MIOMOIIIBIO TecTa c TAB (UeTUATPUMETUIIAMMOHUSI OpOMHIOM).
HetuntpuMernsiaMMoHuUsE OPOMUJT C TIIMKO3aMUHOTJIMKaHaMH 00pa3yeT B KHCJION cpejie
Oenbiii ocanok. [Ipu 06pazoBaHuM JAaHHOTO OCaJKa, €Clid MpoBecTH AekTpodopes AT
Ha  aleTaTUe/UIIOJIO3HbIX  IUIEHKaX,  mOopsaok  pacnoinoxenus [Al'  Ha
anekTpodoperpaMme (OT KaTOJHOTO Kpas K aHOJAHOMY) CICAYIOUIUW: TemapuH —
renapancynbdpar (I'C) — nepmatancynbdar (AC) — xonapoutuncyinbdar (XC) —
keparancynbdar (KC), — xots mocnennue asa tuna ['Al' moutu He paszaenstorcs B
naHHoi cucreme. llosiBieHne B Mode Kakoro-aubo mpoaykra pasznoxenuss Al (mpu
OTCYTCTBUU CHEIU(DUUECKUX M3MEHEHUM, XapaKTEePHBIX IS HACIEJICTBEHHBIX
3a007€BaHUl W3 TPYyNNbl MYKOTIOJHUCAXapua030B) MOXHO pacleHHUBaTh Kak
HEJIOCTATOYHOCTh (DEPMEHTOB ISl MepepabOTKU JKMUBOTHBIX OCJIKOB, YHMOTPEOJISIEMBIX
MalyeHTamMu B numty [25].

deHOTUN  aTONMMYECKOro JepMartuTa (WM CXOAHBIE HW3MEHEHUS KOXKHU)
BCcTpeuaeTcss Ha (hoHE HACJIEIACTBEHHBIX 3a00JieBaHUN OOMEHa BEIIECTB Yallle y JeTeil

paHHEero Bo3pacta. ATONWYECKUH JepMaTUT NMpU (PEHWIKETOHYPUH W TUCTUAMHEMUU

onucand mnouytu mnonseka Hazax [101; 157]. Kak nokazanu mno3nHee B ciydae

TUCTUIMHEMHH, 3TO CBSA3aHO ¢ M3MEHEHHAMH B oOmeHe ructamuHa [100]. Emé B 70-¢
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roasl XX Beka onucanu accounanuio AJl ¢ mepBUYHBIM KOXHBIM aMuiionao3oM [142].
B nocnenyrormiem 3ta cBsI3b OblJIa HEOHOKPATHO ToATBepkAcHA [59, 69]. Cpenu nereit
O6onbHBIX AJ] WacTo BcTpeuaroTcst pa3Hbie BUIbI MaibabcopOiuu. Tak B JIuTBe yacrora
ManibabcopOIu J1akTo3bl gocturaet 41 %, manpbabcopOIUU TIIOKO3bI-TalaKTO3bl —
12 % [140]. D10 B OOJMBUIMHCTBE CBOEM HACJEJACTBEHHBIE ayTOCOMHO-PEIIECCUBHBIC
3a0oseBaHusl OOMEHa BemecTB. X cTeneHb MPOSIBICHUM MOXKET YCUIMBATHCS MPHU

HaIuuuu y 601apHBIX MyTanuil B rene FLG [52].

Amonuueckuii Oepmamum npu YeIUaKuu U aulepeudecKol IHmMeponamuu
[IpencraBnenuss 00 STHOJOTHUU aTONMHYECKOTO JEPMATHUTa 10 HEIAaBHETO BPEMEHH
OTPaHUYMBAINCH TEPEYHEM aJJICPTEHOB: OBITOBBIC, SMUACPMAIbHBIC, MBLUIBICBBIC,
rpuOKOBBIE, MHIIEBEIE U apyrue. Kpome Toro, y aereil paHHero Bo3pacta K ¢akTopam
pUCKa OTHOCST IUIOXYIO IEePEHOCHMOCTh MHIIEBBIX TPOAYKTOB M PacCCTPOMCTBa
CHCTEMBbI THIIEBAPCHHS, & y B3POCIBIX — AUCOAKTEPHO3, TMapa3UTapHbIe WHBA3HH,
XpoHHUYECKHEe WH(EKIUN, HapylmeHus ncuxuku [5]. OpHako dYacTto TOHCK
ATHOJIOTHYECKON MPUYMHBI OTPAHWYMBAETCS aJIEPronpodamMu Ha CTaHAAPTHBIA KpPyT
aiepreHoB. CyImecTByeT MHOTO METOAMK, MO3BOJISIOMIMX ONPEAEIUTh alljepreH.
[lepBoIit MeTO — KOXKHBIE TPOOBI, KOTJa Ha KOXY MPEIIIedbs HAHOCSIT ajlIepreH B
OIpeIeIEHHON KOHIEHTPAIMH, HO CIIeNaTh TaKue MpoObl MOXKHO HE BCEM U HE BCET/A.
Bropoit MmeTon — aHanu3 KpoBH, TAE ONpenesseTcs] HATMYHe Crelu(UISCKUX aHTHUTEN
(MMMyHOTJTOOYNMHA) K TeM WM WHBIM BemiecTBaM. CyIecTByeT HECKOJIbKO METO/IOB
BBISIBJICHHUS CHEIU(PUIESCKIX aHTUTEN B KpoBH. VIMMyHO(QEpPMEHTHBIN aHaau3 — 3TO
BBICOKOHAJIC)KHBI METOJ, KOTOPBIH MpemocTaBiseT BbIOOp 10 500 amnepreHoB, oH
IMIMPOKO TPEACTaBICH B JAaOOpaTOpHsIX B BHJE ajjiepronaHesieil, KOTopble coaepxar
OTIpe/ieTICHHBI Habop ajuIepreHOB K MHUIICBBIM ajiepreHaM, K THUIOAJIePTeHHBIM
OpoayKTaM [isi moadopa AueThl, oOmue mnaHenu (oOumui pesynabTaT MO CMECHU
aJZIEPTeHOB), a TaKXKe pa3INyHble Pa3BEPHYTHIC MaHETH (OTBET MO KaXKAOMY ajuIepreHy
u3 ma"enu). Ho, kak mpaBmio, HU OAHA W3 ITHX IMaHEJCH HE BKIIOYAeT B ceOs
orpe/ieliecHNe UMMYHHOTO OTBETa OpraHM3Ma Ha TIIOTeH. TpeTuii MeToI — MUTOTECT Ha

MUIICBYKO HCIICPCHOCHUMOCTb NPOAYKTOB IIMTAHUA. On BKJIIOYaeT B ceOs IMPOBCPKY
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6onee 50 mpOayKTOB.

Ecnamn annepreH ycTaHOBUTH HE yAQJIOCh, TO HAYMHAETCS CTaHAAPTHOE JICUYEHUE
AJl B COOTBETCTBHUH CO CTaAUEN U TAKECTBIO KOXKHOTO Mpouecca. B yactu cinydaes
TaKOM MOJXOJ] OKa3bIBaeTCs HEI(PPEKTUBHBIM, MOCKOJIbKY HE YCTpaHEHA NMPUYMHA U
OTCYTCTBYET BO3JEHCTBUE HA KIIFOUEBBIE 3BEHBS MATOJOTHYECKOTO MPOIECCA.

@DeHOoTUIl  aTOMUYECKOro JepMmaTuTa (WM CXOAHbIE W3MEHEHUS KOXKH)
BCTpedaeTcsl Ha (pOHe HACIIEICTBEHHBIX 3a00JieBaHMI 0OOMEHa BelecTB (yalle y JeTei
panHero Bo3pacta). B 1978 rony oOHapyxunu accoumanuto nenuakuu ¢ AJl [77]. B
0oJee MO3aHEM 3IMUIEMHUOJIOTHYECKOM HCCIEeI0BaHUU, NMPoBeAEHHOM B Mrtanuu, Obuio
YCTAHOBJIEHO, YTO NPUMEPHO B JABYX TPETSAX CIYyYaeB OTCYTCTBYIOT XapaKTEpHbIC
CUMIITOMBl  LIETUAKUK. MaccoBblii CKPUHUHT ObUT TPOBEAEH C  TOMOUIBIO
OMOXMMHUYECKOTO aHalIM3a Ha HAJTMYUE aHTUTJIMAJUHOBBIX AHTUTEN, C MOCIEAYIOIIeH
HHAOCKOMUYECKOW OUONCHEN ¢ TUCTONIOIMYECKU MOATBEPKIAEHHON aTpodueil BOPCUHOK
B 12-népctHoit kumke. Haubonee yacthiMu kajnobamMu ObulM OOJIM B KHUBOTE,
aTO3HBIM CTOMATUT W aronmuyeckuit nepmatutr [144]. ATonmuuyeckudl JaepMaTUT
BCTpeuaeTcs y OOJIbHBIX IIeJMakueit B 3 pa3a yaie, 4eM y 370pOBbIX [48].

['moten — 3T0 O€NoK, KOTOPBIM BXOAUT B COCTAaB MHOI'MX 3JIaKOB: MILIEHUIIA,
AYMEHb, POXKb, OBeC. COCTABIAIOIIMM KOMIIOHEHTOM TJIFOTEHA SIBISETCA TJIMAJIMH,
KOTOpBI U BBI3BIBAET MMMYHHYIO PEAKIIMIO B OpPraHu3Me, Mopaxkas KJIETKH TOHKOTO
KHIIeYHHKA. [Ipy HacneacTBeHHOM MpeapacnooKEHHOCTH HENEPEHOCUMOCTH JaHHOTO
Oeilka 5TO NPHUBOAUT K 3a0oneBaHUI0 — Ueduakusa. JluarHo3 unenuakuss MMeeT
MHOXECTBO ~ CHHOHHMMOB:  TJIIOTEHOBas  JHTEpONATHUS;  CHUHIPOM  OpIOLIHOMN
MajbabCcopOIK; SHTEPONATHYECKAsT YyBCTBUTEIBHOCTh K IIIOTEHY; SHTEPONAaTUYECKas
HEMEPEHOCUMOCTh  TJIIOTEHA. Pa3BuBaeTcsi HE3aBUCHMMO OT I10JIa, BCIJEACTBUE
XpPOHUYECKON HMMMYHHOW pEaKIMu K OIpPEIEIEHHOMY HIPOTEMHOBOMY KOMILIEKCY,
Ha3bIBAEMOMY TIJIIOTEHOM. B pe3ynprare 3TOW peakuud B TOHKOM KHILIEUYHHKE
MOPAXKaIOTCsI BOPCUHKU M Pa3BUBAETCS CUHIPOM MasibaOCOpOLMU, TO €CThb CHUXKAETCS
BCACBIBAEMOCTh  PA3JIMYHBIX  NUTAaTENbHBIX  BemlecTB. [lo  COBpEeMEHHBIM
MPEICTABICHUAM CUYHUTAETCS, YTO LIEMaKUsl MOXKET Pa3BUBAThCS B JIIOOOM BO3pacTe,

HHOraa 3a00JIEBAaHUE MOJKET I[C6IOTI/IpOBaTB BO B3pOCJIOM HIIM HAXKC B ITOXKHIIOM
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Bo3pacte. Xots okoio 90 % Bpaudeit B Poccun cuMTaloT, 4TO LIEIMAKUS pa3BUBAETCS
TOJIBKO B MJIaJIEHYECKOM Bo3pacte. JJisi pa3BUTUsL JaHHOTO 3a00JIeBaHUsI HEOOXOMMBbI
nBa (hakTopa: reHeTHYecKas MpepacnoiioKeHHOCTh, IPU cOOpe CeMEMHOro aHaMHe3a B
10 % cinyyaeB naHHbIM 3a00J€BaHHWEM CTpPAJalOT POJCTBEHHUKH IE€PBOM CTETECHU
POJICTBA, TO €CTh JI€TU, POJUTENIU, CUOCH. TpUTTEPHBIM MOXKET OBbITh JIFO0OON BHEIIHUM
(dbaxTop: SMOLMOHANIBHBINA cTpecc, nHpeKus, hu3ndeckas yCcTaaocTb, OEPEeMEHHOCTb,
orepanus, pe3Koe H3MEeHeHHe Macchl Tena (kak e€ Habop, TaK W CHIIKEHUE) H
MHOECTBO APYTUX NPUYUH. TPYTHOCTHIO JI1 JUATHOCTUKHU SIBISACTCS M TOT (PaKT, 4YTO
CUMIITOMBI IIEJTUAKUH, TTPOSIBIISIONINECS B IETCKOM BO3pacTe, MOTYT Ha BpeMs HCU€3aTh,
O0COOEHHO B MOAPOCTKOBOM IE€PUOJE, KOT/Aa OPraHu3M IEpekKUBAET TOPMOHAIbHBIE
n3MeHeHus. B Oonee mo3aHeM Bo3pacTe MpU3HAKK O0JE€3HM BHOBb MOSIBISIIOTCA, a 3a
BpeMsI PEMHUCCUHU LIEJIMaKusl YK€ yCIeBaeT HAHECTH OMPEACIICHHBIM BPE OpPraHU3MY.
OnHuM W3 CHUMNOTOMOB IIE€IHMAKHHM, TOMHUMO BOCIAJICHHS KHIIEYHHUKA, MOTYT OBITh
KokHble mposiBieHuss B Buae AJl. B wuccinemoBanum M. O. PenoBoit (2010)
n3 Cankt [letepOypra yka3biBaeTcsi, YTO KPOME OCHOBHBIX IMPOSIBJICHUM IIEIIUAKUU Y
OOJIbHBIX OTMEYATUCH OOIIME MPOSBICHUS B BUJIE PACTIPOCTPAHEHHOTO KOXKHOT'O 3yJa —
37,8 %, a Takke BBINMAJACHUE BOJIOC BILJIOTH JI0 QJIONEIHH, TUCTPOPUUIECKIE U3MECHEHUS
U JIOMKOCTh HOTTeH, (OJUIUKYJISIPHBIA THIEPKEPATO3, BUTUIIUTO, XEHIUTHI U APYrUe
KOJKHbIE TIpOsiBIIeHUs B 3—6 % ciyuaesB [32].

Ho OGenku 371aKOB MOTYT OBITH NPUYMHON pa3BUTHS Kak IETUAKUU, TaK W
MCTUHHOM MUIIEBOU ajyiepruu. B cTpyKType NuIleBor ajulepruy y AeTel IepBoro roja
KU3HU THUIEPUYYBCTBUTEIBHOCTh K 37akaM peructpupyerca B 30—40 %, a yacrora
[[EJTMaKUH, 0 JAHHBIM MOMYJSIIMOHHOTO UMMYHOJIOTHYECKOTO CKPUHUHTA, COCTABIISET
or 0,3 no 1% [7]. IloaTroMy 3amoAo3puTh y MNalU€HTA IEIMAKUIO HEJOCTATOYHO,
HEOOXOIUMO €€ ellle MPaBWJIbHO JMATHOCTUPOBATH C TMOMOUIBIO OHOICHHM BOPCHHOK
TOHKOT'O KHIIIEYHWKA, MO3BOJISIONICH BBIIBUTH MX MOBPEXKICHHUE U MOCIE MOJYT0I0BOM
OE3rJII0TEHOBOM JHEThl TMPOBECTH TMOBTOpPHYIO Owuoricuto. Ecnu mnpu moBTOpHOU
OMOTICUU MOBPEK/ICHHE BOPCUHOK HE BBISIBIICHO, B PAllMOH MaIlM€HTa BBOJIUTCS TJIFOTEH
Ha 6 MecsIIeB, MTOCJIE YeT0 BHOBB MPOBOAUTCS Ouoricus. [lomumo mpoBeaeHus Ouorcuw,

JiA - MMOATBCPKIACHUA  JTHATHO3a HOCJIIMAKUKU  IMPOBOIATCA aHAJIM3 HA  HAJIAYHC
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aHTUTIUAAUHOBBIX aHTUTeN (Al'A), onpeneneHue sHAOMU3UATBHBIX aHTUTEN (OMA) n
aututen K tpaHcrinyrtamuHaze (TTI). OnHako nuarHo3 1enuMakus BpayaMu JIOO
MPOIyCKaeTcs, U0 HMJET TMIEpAUarHOCTHKa, OCOOEHHO KOrJa pedb MJET O APYTuxX
3a00/ieBaHusIX cO cxoxker cumnromarukoil. Emé B mHagame 2000-x romoB ObLIO
MPOBEJICHO HCCIEOBAaHUE CpPEIU B3POCIHBIX, JKATYIOUUXCS Ha BO3HUKHOBEHUE
racTpO-UHTECTUHAJIBHBIX CUMITOMOB TMOCI€ TMpuemMa 3JakoBblx, y 17 % Oblna
JIUarHocTupoBaHa nenuakus, a y 20 % uMenuch MOJOKUTENbHbIE KOXKHbBIE MPOObI Ha
OJIMH WJIM HECKOJbKO 3JaKOB. Y TAalUMEHTOB Oe€3 LEeTWakKud aHTUTEeNa K TKaHEBOM
TpaHCTAyTaMHHAa3e W 3HAOMU3UYMY He OOHApYKMBAJIUCh HU B OJIHOM cllydyae, HO B
40 % cnyyaeB ObUIM TMOBBIIICHBI YPOBHM aHTUTEN K rimanuny [111]. B Hacrosmiee
BpeMsl 3TO COCTOSIHME 0003HAYalOT KaK «ajepruueckas sHreponatus» (AD) [17]. ¥V
aJJIEPTUYECKOM DHTEPONAaTUU HMMEIOTCS MHOTO CHHOHHMMOB «TacTPOMHTECTHHAIbHAS
dbopMa TUIIEBON allJIEPTUW», «IHTEPOMATHSl C TOBBIIMIEHHOW YYBCTBUTEIBHOCTBIO K
MUIIE», «IIPOTCUHUHAYLUPOBAHHAS IHTEPOMNATHUS», YTO 3aTPYAHSIET OOIIMHA MOAXOA K
MOHUMAaHUIO STUOJIOTUH TIpOIiecca.

Ha cerogHsmHuii MOMEHT MOXKHO BBLICJIHUTH TPU 3a00JIEBaHUS, CBA3AHHBIE C
HEMEepPeHOCUMOCTBIO TJIIOTEHA: LEINaKus, MHILEBas HENEePEHOCHUMOCTh TIIOTEHA Kak
ajyilepruyeckas peakuus OpraHM3Ma Ha KOHKpPETHbI 0elok — TJI0TeH |
YyBCTBUTEJIBHOCTh K TJIIOTEHY, KOTJa TJIIOTeH, MOMajas B OpPraHU3M, BBI3bIBACT
BOCHAJICHHE BCEro IMHUIIEBAPUTEIBHOTO TpaKTa BCEACTBUE  (EepMEHTATUBHOMN
HEJJ0OCTaTOYHOCTH.

B HayuHbIX paboTax 4acTo BCTpeUyaeTcsl yHOMHUHAHHUE O KOXKHBIX MPOSBICHUSIX MTPU
LEeJINaKuK, HO TpU aHanu3e 6osee 20 myOauKauuii pOCCUICKUX U 3apyOE€KHBIX aBTOPOB
noiss A/l npu nenmakun He npesbimaer 20 %. Ho cpenu meauatpoB M 1epMaTosioroB
CYLIECTBYET MHEHUE, YTO MpH Leauakuu AJl BcTpedaeTcs ropasio yale.

Ecimu paccmarpuBath AJl ¢ TOYKM 3peHUs ITHOJOTHUU, YTO HEOOXOIUMO s
JOCTHXKEHUS MaKCUMaJIbHOU 3(P(EKTUBHOCTH TEpaneBTHUUECKUX BMEIIATEIbCTB, TO
MPUXOAUTCS MPU3HABATH, YTO CYIIECTBYIOUIUE MOJIXO/bI (aTOPUTMBI) MOUCKA MPUYUH
€ro pa3BUTHUS y KaXXJOT0 KOHKPETHOrO HMHAMBHAYyMa HYXIAIOTCS B PEryJspHON

10paboTKe ¢ Y4ETOM OBICTPO HAKAIJIMBAIOIIMXCS 3HAHUM B 3TON 00J1aCTH.
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1.5 ATonuyeckuii 1epMaTUT IPH XPOMOCOMHBIX 00JIe3HSIX M MepecTpPoiiKax

XpOMOCOMHBIE  TEPECTPOMKHM  HEPENKO COMPOBOXKIAIOTCA  MPOSBICHUSIMHU
atonuueckoro jaepmaruta. KoOHEUHO, TONHBIE TPHUCOMUM KaK IO ayTrocoMam
(13, 18, 21 xpoMoCcOMBI), TaK U TOJOBBIM XpPOMOCOMaM OOBIYHO HE BBI3BIBAIOT
3aTpyaHeHui B auarHoctuke. Hamuuume cnemuduueckoro (QeHoTHma CiyKUT
MOKa3aHUEM JUISI BBITIOJHEHMS] KapUOJIOTUUECKOrO0 aHalin3a, KOTOPBIM, Kak MpPaBHIIO,

MMOATBCPKIAACT I/ICXOIIHBIﬁ HpCIIHOJIO)I(I/ITCJIBHBIﬁ AUar"doas. XoTs CIYy4aroTCd U HAXOIKH,

npu BIIP [124; 148] u ocobenno B ciaydasx MBIIP — 49, XXXXY [104]. 13BecTHBI

cnenuuyeckue GEeHOTUIIbI, CBSI3aHHbBIE ¢ HEOOIBIIUMHU XPOMOCOMHBIMU a0eppalusIMH,
Mpu KOTOpBIX 4acTo Bcrpeuaercs AJl, manpumep cunapom DiGeorge [47]. ['opazmo
CJIOXHEE JIeJI0 OOCTOUT C HOCUTENSIMU METKUX XPOMOCOMHBIX MEPECTPOEK, KOTOPHIE HE
UMEIOT creruduueckux mnposipieHud [156]. Eciu uMeroTcs HeOoJbIINE pa3Mephl
MEPECTPOEK, TO TPEOYIOTCA MPUMEHEHHS HEe CTaHJAPTHOI'O0 KapHOJIOTMYECKOT0 aHaIN3a,
a FISH mertonma [44]. YacTp Takux HaXOJOK BCTPEYAIOTCA Yy NAUHMEHTOB KIWHUK,
3aHUMAOIINXCS  AKCTPAKOPIOPAIbHBIM  OIUIOAOTBOPEHHEM. Y  OpPYyrod  4acTu
€AMHCTBEHHBIM SIBHBIM KJIMHUYECKUM TMPOSBICHUEM XPOMOCOMHOM MEpecTpOnKH
MOXXET OBbITh TOPHMUIAHO TEeKyIIMi atonuueckuil nepmatuT [70]. Omnucansl u Oosee
CJIOXHBIE CIydad, KOTJIa aTONMUYECKUW OepMaTUT coyeTaeTcsi ¢ ¢GepMeHTomaTuei u
XpOMOCOMHOM mepecTporikoit [117] wam ¢ MAMOMATHYECKUM THIEPIO3UHODUIBHBIM
CUHIPOMOM M TPHUCOMHEN MO 7-H XPOMOCOME B KIETOYHOM KJIOHE W3 KPOBU U
mampoyzna [106]. B  Takux ciayvasx ObIBaeT TPYAHO  ONPENETUTHCA C
ATUOINATOr€HETHYECKUMU B3aUMOOTHOLICHUSIMHU. Brnionne BEPOSITHO, 4TO
HEJI00LEHMUBAETCS POJIb XPOMOCOMHON HeCTaOUIBLHOCTH U AedekToB penapanuu IHK B
stronorun AJl. Tak A. Karaman u C. Aliagaoglu (2006) nokasanu, 4TO CECTPUHCKHUE
xpomatuaHbie 00MeHbl (SCE) 3HaUMTENbHO MOBBIIIEHBI Y MAIIMEHTOB ¢ A/l He3aBUCHMO
OT TI0JIa, BO3pacTa, MPOJOJDKUTEIIBHOCTH U TshKeCTH 3aboneBanus [114]. Pacmupenue
TEXHUYECKUX  BO3MOXKHOCTEH  MOJEKYJISIPHO-OMOJOTUYECKUX  HCCIEAOBAaHUN B

HacToAICC BpPpEMA CYIICCTBCHHO OIICPCKACT HX IMPAKTHYCCKOC MHCIIOIIB30BAHUC B
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MEJIUIMHCKON TpakTuke. Tak, CTaBIIMKA YK€ MMOYTH PYTHUHHBIM, B TEXHUYECKOM
CMBICIIE, aHAJIM3 MEJIKMX XPOMOCOMHBIX MEPECTPOCK Ha CIEUHATU3UPOBAHHBIX YUIAX
(aCGH) crankuBaercss cO 3HAYMUTENbHBIMU MpoOJEMaMU C JIOKa3aTelIbCTBAMU
MPUYUHHO-CIIE/ICTBEHHBIX CBsA3ed. HacKombKo 3TOT METOJ OKa)KeTCs NPUMEHHM B
MOMCKaX HSTHOJOTUU B CIydasX THKEIOro TopnuaHo Tekymero AJ[ — mokaxer
Oynymee. XOTs y»K€ CErofHsi M3BECTHO, YTO Takoil (eHoMeH, Kak «copy number
variation (CNV)» win uM3MeHEHUEe 4Yuclia KONUW CBSI3aH C Pa3HbIMU HOPMaJbHBIMU
(GEeHOTUNMYECKUMHU TMpPU3HAKaMU W UEJNbIM PSAIOM HO30J0orhueckux Qopm. VYixke
co3aaéTcs KaTajor Bapualuii yncia Konuii reHoB y yenoBeka [129]. Oonapyxen CNV,
aACCOLIMMPOBAHHBIM C YYBCTBUTEIBHOCTHIO KOXHM K COJHEYHOM wuHcoisiuuu [129]. B
2013 romy OBUIO TOKa3aHO, YTO TOBBIINICHUE YHWCIA KOMHH TI'eHa TUCTAMHUHOBOTO

peuentopa 4 HRH4 accounmpoBaHO ¢ aTONUYECKUM JepMaTuToM [S51].

1.6 KanauaaTHble reHbl ATONMHYECKOr0 AepPMATHTA

[Touckm TEHOB M HUX TOJIUMOPPU3MOB, accolumupoBaHHbIX ¢ AJl, Kak
MyJIbTH(AKTOPUATBHEIM 3a00JIeBaHUEM, JI0 CHUX MOp MpojaoxkarTcsa. B Hacrosmee
Bpemsi B 0Oaze HuGE Navigator 3apeructpupoBano 224 reHa, MpPOBEPEHHBIX Ha
accormanuio ¢ AJl [105]. I'enbl, mo KOTOpbIM UMeeTCst He MeHee 3-x myonukanuii: FLG,
IL10, IL4, IL13, TNF, IL4R, SPINKS, IL6, GSTM1, GSTP1, IL1B, TLR2, ILIS,
FCER1A, DEFBI1, CD14, GSTTI, IL5, 1L12B, TLR4, STAT6. Emé 36 reHos, 1o
KOTOPBIM MMeeTcs 1Mo 2 myOnukamnuu. Bee octabHbIe MPOBEPSIIUCH HA ACCOIUAIIMIO C
Al opnokpatrHo [105]. [IIpoBeneHO HECKOJBKO JECATKOB  IOJHOT€HOMHBIX
accormatuBHbIX uccnenoBanuii (GWAS). Mudopmanum HaKOIJIEHO YK€ MHOTO, KaK U
0 JAPYrUM MYJIbTU(HAKTOPHAIBHBIM OOJIE3HSIM, HO TEpexoja KOJUYECTBAa B KAYECTBO
noka He mnpousonuio. To ecTh HE CIy4YyWIoCh TOTO KayeCTBEHHOIO IMepexoia B
MMOHUMAHUKM WX OTUOTNATOTCHE3a, KOTOPHIA OBl MPHUBEN K pa3pabOTKE aJIrOpUTMOB
BeJIeHUSI OOJIbHBIX, COBMEIIAIOIINX B ceOE€ MPE/ICTABICHUS J0Ka3aTeIbHOW MEIUIIMHBI

C ICPCOHAIIN3UPOBAHHBIM ITOAXOJOM.
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CornacHo TMOCAEOHUM 3aMaJHOEBPONEHCKUM JaHHBIM, OKOJO IOJOBUHBI
oompHbIX ¢ AJl umeror Myrammio B reHe ¢uuarrpuHa [75]. OmgHako ocTaroTcs
HESCHBIMHU TMPUYUHBI Pa3BUTHS 3a00JICBaHUS Yy JAPYToi MOJOBHUHBI OOJIBHBIX, a TaK¥Ke
(baxTopsl, criocoOcTBYOMIKE MposiBiieHUIo B Bune AJl myrtamuii B rene FLG (B Buge A/l
OHM TIPOSIBISIOTCS TMPUMEPHO Y TIOJIOBUHBI HocutTenei). OIHO W3 BO3MOXKHBIX
OOBSICHEHU 3aKJII0YaeTCs B HAJIW4YWK JPYIMX TEHOB B pamkax monenu AJl kak
OJINTOTEHHOTO 3a00JieBaHUsl WJIM HAJIMYHUS TE€HOB-MOAU(UKATOPOB. JIOTMYHO HCKaTh

TaKHUC I'CHBI U3 YKCJIa U3BCCTHBIX I'CHOB-KAHANIATOB. OI[I/IH n3 Takux resoB — CTLA4.

I'en yumocmamuueckozo T-numpoyum-cesazannozo anmueena 4 (CTLA4)

Hutocratnyeckuit  T-numpount-cBszannpiii  antureH-4 (CTLA4), Ttaxxke
n3BecTHbINM kak CD152, unen cymnepceMelicTBa IMMYHOTJIO0YJIMHOB, SKCIPECCUPYETCSI
Ha aKTHUBUPOBAHHBIX T-muMdonuTax u sBiasieTcss KoCTUMYIsTopHOU Monekynoil. CTLA4
nonooHo CD28 cesswiBaercs CD80 n CD86 Ha aHTHreH npeicTaBIAIOMIUX KIIETKAaX
(AIIK) 1 neficTByeT Kak OTpULIATEIbHBIN peryasaTop T-KIeTOUHON akTuBaluu [46].

I'en CTLA4 pacnonioxkeH Ha JUIMHHOM Iuieue 2 XxpoMocoMbl B 33 paiione (2q33)
u coaepxkut 4 sk3ona (OMIM 123890). Tpancmem6Gpannas ¢opma Oenka CTLA4
COCTOUT U3 223 aMUHOKHCIIOT U COJEPKUT JUAECPHYIO MOCIEA0BATENBHOCTh, V JOMEH,
TpaHCMEMOpAaHHBIA JOMEH M LMTOIUIa3MaThudeckuit XBocT. [luTomnasmaTuueckuit
JIOMEH HWMEeT JiBa  TNOTEHIMaJIbHBIX  ywyacTka  ¢ochopunupoBanus  [78].
TpancmemOpannas dopma (CTLA4-TM) — romomaumep, CBSI3aHHBIA OUCYIBbGUIHBIM
MOCTHUKOM BO BHEKJIETOYHOM JoMeHe. Kaxablii MOHOMEpHBIM MOJUIENTH COACPKUT
BBICOKO apUHHBIN callT CBA3BIBAHUS JIJISi KOCTUMYISTOPHBIX Mosiekysn CD80 u CD86
[62]. PactBopumast popma CTLA4 (sCTLA4) — MOHOMEpHBIN O€JI0K, COCTOSIIHNN U3
137 amunokucnor (23 k/la), oOpazyercst B pe3yJibTaTe aJbTePHATUBHOTO CIUIAMCUHTA, B
pe3yinbTate  KOTOpPOro  MPOMCXOAMT  JIeJelusi  TpaHcMeMOpaHHOM — obOnacTtu,
3aKkoaupoBaHHON 2-M »k30HOM [46]. O6e ¢opmbl CTLA4 Obuin oOHapyXeHBI B
mumpoy3nax, nepu@epuueckoil KpoBM U celie3eHKe, Torja Kak B TUMYCE — TOJBKO
TpancmemOpannas ¢opma (CTLA4-TM), a B KJIeTKax KOCTHOTO MoO3ra — TOJBKO

pactBopumas (SCTLA4). B CD4+ T num¢ouurax xonuyectBo 06enx GopM 0JMHAKOBO,
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Ho B CD8+ CTLA4-TM B 2,5 paza Oonbmie [126]. B HeakTUBHPOBAHHBIX
T-nmumponurax mnepudepuyeckoid KpOBU SKCIPECCUPYETCS TOJIBKO PACTBOPUMAS
dbopma, aktuBanusi T-kiaeTku npuBoAUT K cHuUxkeHU0 SCTLA4 ¢opMbl 1 yBelIHUYEHUIO
CTLA4-TM [46; 126].

I'enst CD28 u CTLA4 naxomarcst B OJHOM paiioHe, Ha paccTostHuu 25—150 k0
Ipyr OT JIpyra, KOAMpPYEeMble UMHU MPOAYKThI — YJE€Hbl OJHOrO cymnepcemeiicTBa Ig.
CD28 siBnsieTcst akTUBUPYIOIIHMM PELENTOPOM, HO €ro apduHHOCTH K MosieKkysiam CD80
u CD86 B 10—100 pa3 umxke, uem y CTLA4. Takum obOpazom, CTLA4, cBa3bIBasICh ¢
CD80 u CD86 na AIIK, 6nokupyer CD28-onocpeaoBanHyo T-KIETOUHYIO aKTUBALIUIO
Y 3alMIIAET OT AyTOUMMYHHOM arpeccuu [46].

B 1996 roay Nistico et al. unentudunuponanu noaumopdusm 49 A/G B 1 sk30He
rena CTLA4 (rs231775), npuBogsuuii k 3amene Thr Ha Ala B 17 koJioHe JHUaAEpHOM
nocnenoBarenbHocT  nojunentuaa [150]. Amnens G cBsizZaH €  yMEHBIIEHUEM
KOHTpOJIsi T-KJIETOYHOM aKTHBAal[MM, TakuM o0pa3oM, CHOCOOCTBYS Pa3BUTHIO
ayTouMMyHHBIX Oosiezneit [80]. IIpoBeneHO OrpoMHOE KOJIMYECTBO HCCIEAOBAHUM,
NOCBSIIIEHHBIX oueHke BiusHUS 49 A/G nonumopduszma B rene CTLA4 Ha
MpeapacIoNiokKeHHOCTh K Oone3nu 'peiiBca u tupeonauty Xamumorto. A B 2006 roay
G. Jones u coaBTOpBI MOKa3anu acconuanuio amwiens A nonumopdusma rs231775 ¢ AL
(p=0,037, O 1,59, 95 % AN 1-2,55) [134].

Hecmotpst Ha To uto ren CTLA4 siBnsieTcst OlHUM U3 BEPOSTHBIX KaHIUJATOB Ha
bopMHpOBaHUE TEHETUYECKON MpeApacrnoiokKeHHOCTH K AJl, BO3MOXHOCTb €ro
UCIIOJIb30BaHUSI B KayecTBe MapKepa NpelpacroyioKeHHOCTH K Pa3BUTUIO 3TOU

I1aTOJIOTHH HCO6XOI[I/IMO IIPOBCPATH B KaH(HOﬁ KOHKpCTHOﬁ MMOIYyJIsIIUH.

T'en niumgpoyum axmusupyrowezo gpaxmopa (IL1B)

IL1B (OMIM 147720) — nuM$pouuT, aKTUBUPYIOUIUN (HAKTOP WU IHIOTCHHBIN
NUPOreH, MMEHYeMbl UHTEpJICUKMHOM-1, BbIpabaThIBacTCs MPEUMYUIECTBEHHO
AKTMBMPOBAHHBIMU MakpogaraMu, a TaKKe IPYTMMHU KJIETKaMU: JHIOTEIINAIbHBIMH,
AMUTETUATbHBIMU, TJIWAIbHBIMU, KepaTuHouuTamMu u (ubpodmactamu. bemox MJI-1

cymectByeT B AByx (popmax — WJI-1 ansda u NJI-1 Gera, kogupyembIX pazaudyHbIMU
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reHamu. Murepneiikun 1b sBnserca npeobnanaromieit popmoit IL-1. Unrepneiikun 1 —
MIPOBOCIIAJIUTENBHBIA IIUTOKUH, BrepBble omnucaH B 1985 rony. Wurepneiikun 1b
CUHTE3UpyeTCsl B BUJE mpemecTBeHHUKa Maccor 33 k/la. AxtuBnas dopma IL-Geta
oOpa3zyeTcsi B pe3yibTaTe OTIIEIJIEHUS YacTH NPEAlIeCTBEHHHKA Kacma3zou-1
(CASPI1/ICE). Hutepneiikua 1b — MHOTOQYHKIIMOHANBbHBIA LUTOKMH C HIMPOKHM
CIIEKTPOM JICHCTBHS, WIrparOlIMii KIIOYEBYIO pOJb B Pa3BUTUU U PEryJsSIUU
Hecrenun(UUecKon 3aluThl U Cenu(UIecKoro MMMYHHUTETA. DTOT LUTOKUH SIBISIETCS
BAKHBIM MEIMATOPOM BOCHAJIMTEIBHOW PEAaKLMU, & TAKKE YYaCTBYET B Pa3IUYHBIX
KJIETOUHBIX Ipolleccax, B TOM YHUCIE KJIeTOYHOU nponudepanuu, 1udpdhepeHuupoBKe u
amonto3e. OH OOHMM M3 IMEPBBIX BKJIIOYAECTCS B OTBETHYIO 3alIUTHYIO pPEAKLIHIO
OopraHu3Ma Mpu JEWCTBUM MaTOreHHBIX (akTopoB. MHAYKIUS LHUKIOOKCUTE€HA3bI-2
(PTGS2/COX2) stuM 1MTOKMHOM B LieHTpaibHOW HepBHOU cucteme (LIHC) BHOCHT
CBOM BKJIQJI B TUIIEPUYBCTBUTEIBLHOCTD K 00JIM MpH Bocnanenuu [72; 127].

I'en IL1B naxoauTcss Ha IJIMHHOM Iulede 2-i xpomocowmbl (ql3), cocTout u3s
7 5K30HOB, cuHTe3upyeTcs 8 TpanckpuntoB. CornacHo nanHbiM 6a3el HUGE Navigator
(version 2.0), wucciemoBaHbl acCOLMAIMU AITOTO Te€Ha C HECKOJbKUMH COTHSMU
naroyiorndeckux ¢gpeHoturnon, B ToMm uuciie ¢ AJ] [105]. B HacTosiee BpeMst B 6aze
dbSNP conepxutcs undopmanus o 704 OHII B atom rene [83]. M3 Hux mns 7 OHII
nokazaH mnaroreHHbil 3ddekt. [lomumopdusm rs16944 — sto 3amena C Ha T B
nonoxkennn S11 mpomotopa rena IL1B. Hemenkuit ucciaegoBatens K. Reich u
coaBTopbl (2003) He BbIBWIM accomumanuu 1516944 ¢ AJ[ [82]. Torma kak B
Makenonuu takasi acconuaius owuia odHapyxena: OL mans renoruna CT 2,4 (95 %
N 1,4-4,1; p=0,001); O gns renoruna CC 0,5 (95 % AU 0,3-0,9; p=0,011) (67
nerer ¢ AJl m 301 demoBek B KOHTpoibHOU rpymme) [94]. B wucciaegoBanuu,
BBIIMIOJJTHEHHOM Ha HMPAHCKOW mnomyisiuu, accomumanuu rs16944 c¢ AJl BbISIBUTH HE
ynanock (89 6onbubix ¢ AJl u 140 yenoBek — koHTposb) [60]. Takum obpa3om, B TeX
HEMHOTHX HCCJeIOBaHUAX accorumanuu rs16944 ¢ AJl, kotopble ObUIM TPOBENIEHBI,
MIOJIyYEHbl HEOJHO3HAYHbIE pe3ynbTaThl. [I0ATOMY BO3MOXKHOCTH HCIIOJIb30BaHUS
1s16944 rena IL1B B kauecTBe Mapkepa MNPEAPACHOJIOKEHHOCTH K pa3BUTHIO AJ[

HCO6XOJII/IMO IIPOBCPATH B Ka)I(I[Oﬁ KOHKpCTHOﬁ MO YJIALINN.
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I'en unmepnetikuna 6 (IL6)

Nurtepnerikun 6, IL6 (OMIM 147620). OH HaxoauTcs Ha KOPOTKOM Iuieue 7-u
xpomocoMbl (7pl15.3), ¢ Hero cuHTresupyercs 9 TpanckpuntoB [127]. DTOT TreH
KOJIUPYET LIUTOKUH, KOTOPHIA y4acTBYET B BOCHAIMTEIBHBIX PEAKIUAX, cO3peBaHUU B-
kietok. Kpome Ttoro, »Tor 0enok, kak ObUIO MOKa3aHO, CIOCOOEH HHAYLUUPOBATH
JUXOPAJKy IPH ayTOUMMYHHBIX U HH(GEKITUOHHBIX 3a00JI€BaHUAX, YIACTBYET B OCTPOM
1 XPOHHYECKOM BOCHAJICHHUH, TJI€ OH CEKPETUPYETCS B CBIBOPOTKE KPOBU M MHAYIIUPYET
TPAHCKPUIIMIO BOCHIAIUTEIbHBIX OEJIKOB uepe3 BO3JAecTBHE Ha aib(a perenTopbl
uHTepieiikuHa 6. OyHKIIMOHMpPOBAHME HATOrO TEHA TMPOSBISIETCS B  CaMBIX
pa3HoOOpa3HbIX ACCOIMUPOBAHHBIX C BOCIMAJICHUEM OOJIE3HEHHBIX COCTOSHUAX, B TOM
qucie: MPeapacloiokeHHOCTh K caxapHoMmy nuabery (OMIM 222100), cucteMHbIi
IOBEHWIbHBIA peBMartouanblii aptpur (OMIM 604302), mnpenpacnoyioKeHHOCTh K
capkome Kanomu (OMIM 148000), 60o1e3up Kpona, acconiuupoBaHHas ¢ HapylIeHHEM
pocta (OMIM 266600), npeapacnofiokeHHOCTh K BHYTPUUYEPETTHBIM KPOBOUBIUSIHUSAM
npu nopokax paszButusi cocynoB mo3ra (OMIM 108010). B nacrosimee Bpemst B 6aze
dbSNP conepxutcs undopmanusa o 824 nonmumopdusmax B 3ToMm rere [83]. CormacHo
nanabiM 0a3el HUGE Navigator (version 2.0) ucciienoBaHbl acCoI[MaIlldd 3TOrO T'eHa ¢
HECKOJIbKUMHM COTHSIMH TIaToJoTHueckux (peHorunon, B ToMm uucie ¢ AJ[ [105]. 3amena
G Ha C B nonoxxennu 174 B mpomotope rena 1L6 (rs1800795) Obuta onucana B 1998
roay [151]. OTu xe aBTOpHI MOKa3adu CHUKEHHUE JKCHpeccuu reHa y Hocutened C
ayuiens no cpaBHenuto ¢ aieneM G. [Jannbie o accouuanuu rs1800795 rena IL6 ¢ AJ]

JaJIeKO HEOAHO3HAuHbI [45; 54; 81, 82; 94].

I'en aumaconucma peyenmopa unmepaetikurna 1 (IL1RN)

ILIRN (OMIM 147679) reH aHTaroHucta peuenTtopa HUHTEpieikuHa |
HAaXOJUTCA Ha JJIMHHOM Iuiede 2-i1 xpomocombl (2ql3). D10 06enok, KOTOpbIH
CBS3BIBACTCS C peEleNTopaMu HHTEpJeKkMHAa 1 W MHTUOUpPYET CBA3bIBAHUE C HUMH
IL1-anbda u IL1-6eta. Kak crnenctBue, Ouonornyeckass akTUBHOCTh 3THUX IIUTOKUHOB
HelTpanu3yeTcs B (U3UOJOTHUUECKMX M MAaTO(QU3MOJIIOTMYECKUX HMMMYHHBIX U

BocHanuTenbHbIX peakiusax. CornmacHo nanHbeiM 0a3pl HUGE Navigator, uccienoBanbl
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aCCOIMAIIMK 3TOTO I'eHa C HECKOJIBKUMHU COTHSIMU MATOJIOTMYECKUX (PEHOTHUIIOB, B TOM
gyuciie ¢ Al [105]. B nacrosimee Bpemsi B 6aze dbSNP copepxkutcs undopmanus o
2525 monumopduzmax B 3ToM reHe [83]. Bo BTOpoM HHTpPOHE T'€HAa HaXOIUTCS
NOJIUMOPPU3M C pa3IMYHBIM YHCIOM TaHJIEMHBIX MOBTOPOB B 86 map HYKJIEOTHUIOB
(rs2234663). DTOT peruoH COJIEPKUT CAUT CBS3bIBAHUS TPAHCKPHUIIIMOHHBIX (PAKTOPOB
perynmupytouux npoaykuuio IL1RN. UM3zBectno 6 amneneit VNTR, naubGonee uvacto
BcTpeuyaercs aiens Al ¢ 4 moBropamu u amwiens A2 ¢ 2 moBropamu. B nByx
UCCJIEIOBAHUSX, BBIMOJHEHHbIX B ['epManun, He oOHapyxkuian accouumauuu VNTR
nonumopdusma resa ILIRN ¢ AJ[ [81; 82], Torna kak B MpaHe Hanu accouuanuio

apyroro nonumopdusma (Pst-1 1970) ¢ AL [60].

I'en unmepnetikuna 17F (IL17F)

IL17F (OMIM 606496) — ren cemeiicTBa WMHTEPJICHUKUHOB 17, HAXOAUTCS Ha
KOPOTKOM TIuiede 6-if xpomocombl (6pl2.2). benok coctouT w3 153 aMHHOKHCIOT,
y4acTBYET B PETyJAIMN HOpMaIbHOTO T-KiieToyHOro oTBera. CorjacHO AaHHBIM 0a3bl
HuGE Navigator (version 2.0), wucciemoBaHbl accoIlMalldd JTOTO TeHa ¢
59 maronornyeckumu denotunamu, B ToM uucie ¢ AJl [105]. B Hacrosmee Bpems B
6aze dbSNP conepxurcs undopmaius o 746 monumopdusmax B 3ToMm TeHe [83].
3amena 7488T/C  (rs763780) mpuBOOUT K 3aMeHE B  aMUHOKHCJIOTHOMU

nocienoatenbHocTu  (His161Arg) Oenka. B fnoHum He HamwM accolpaluu

nonumopdusma IL17F ¢ AJT [108].

Saxnouenue

B nutepatypHoM 0030pe Ha OCHOBaHUHW MPOBEACHHOTO JIMTEPATYPHOTO TMOUCKA B
3apyOeKHOM M OTCYECTBEHHOM JUTEpaType IOKAa3aHO, YTO AaTONMHYECKUM IepMaTUT
SBJSIETCS OJIHUM W3 CaMbIX pPacClpOCTpPaHEHHBIX 3a00JeBaHUN B paHHEM JETCKOM
Bo3pacte. Yacrora AJl B pa3nuyHbIX mnomyiasuusx EBpombl, 1O JaHHBIM pa3HBIX
aBTOpOB, coctarisieT oT 15 mo 20 % [6; 14; 15; 26; 38; 39]; B Poccun — 5,2—-15,5% [2;
17; 21; 41], a B 1. HoBocuOupcke cpeau AeTed IOMIKOJILHOTO BO3pacTa COCTABIISIET

17,4 %, cpenu nereit muaamero mKoiabLHOro Bo3pacta — 9,1 %, crapuiero — 6 % [3].
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J1o HacTosIEro BpEMEHN MMEIOTCS PA3HOIIIACHS, KaK B TEPMUHOJIOTMH, TaK U B
TaKTUKE BEACHUS MaIlMeHTOB, OCOOCHHO MPU MYJIbTUIUCHUIUIMHAPHOM MOAXO0E, U 3TO
00BsICHAETCS pa3HOOOpa3ueM KIIMHUUYECKUX MPOsiBICHUN U BapuaHToB TeueHus AJl. On
MIPEACTABISAETCS C MO3UIMU 3THOJOTHM N€TEPOTeHHBIM COCTOssHHMEM. B ocHOBHOM A/l
paccMaTpHBaeTCsl Kak XpPOHHYECKOE ajiepruueckoe 3a0oJieBaHME, pa3BUBAIOIIECECS Y
JUI C TEHETUYECKON MPEAPACIIOIIOKEHHOCTBIO K aTONMU, UMEIOLIEE PELIUANBUPYIOIIEE
T€YEeHWE C  BO3PACTHBIMM  OCOOCHHOCTSIMHU  KIMHUYECKUX  MPOSIBICHUH U
XapaKTepu3ylolleecs: 3KCCYIaTUBHBIMU  W/WIU  JIMXEHOWJHBIMU  BBICHITAHUSIMU,
MOBBIILICHUEM  YpPOBHSI  CHIBOpOTOUHOro IgE W  rumepuyBCTBUTEIBHOCTBIO K
crenuduyeckuM (aJuIepreHHbIM) U HecneupuueckuM pasapaxurensMm [5; 6; 14; 15;
139]. Ho 1o HacTosimiero BpeMEHU B Pa3HbIX CTPaHAX M CPEIU Pa3HbIX CHELUATUCTOB
HET €JIMHOMN OOIENPUHATON KiIacCU(PUKALMU U KPUTEPUEB JJI MOCTAHOBKHU JIMAarHo3a
AJl, HO Bce 0€3 WCKIIOYEHHUS WIKOJbl €AUHBI, 4YTO B €ro pa3BUTUHU YETKO
IIPOCJIEIKUBAETCS HACIIEICTBEHHAS MPEAPACIIONOKEHHOCTh, HAPSIAY ¢ KOTOPOU Ba)KHYIO
pojib B peaJu3anuu 3a00J€BaHUA WIPAIOT pPA3IUYHbIE aJUIepreHbl  (MHILEBBIE,
KJICUIEBbIC, MbUIBIIEBBIC, AMUIEPMalIbHbIE, TPUOKOBbIE, OaKTepUalIbHBIE) U ApPYIHe
dbaxTopbl oKpyxkatomied cpeasl. B PoccuiickoM HallMOHAIBHOM COTJIACUTEIBLHOM
JIOKYMEHTE IO aTONMUYeCKOMY JIEPMATHUTY MoJ o0iei penakiuenn akagemuka PAMH
P. M. XautoBa u un.-kopp. PAMH, npodeccopa A. A. Kybanosoii B 2004 roay Oblia
OnmyOJIMKOBaHa KiacCU(UKAIMSA aTOMUYECKOro JepMaThTa, KOTopas Hauboliee YeTKO
chopmynupoBana Kak kKinHH4eckoe TeueHue AJl, Tak u BozpacTHbie paznuuusi. OueHb
BAKHBIM MOMEHTOM SIBIIIETCS TO, 4YTO OHA COCTaBJI€HAa B COOTBETCTBUU C
MexnayHapoauo kinaccudukamueit 6omnesneit 10-ro mepecmorpa (MKbB-10). B stom
COTJIACUTENIbHOM JIOKYMEHTE MPUHAT E€AUHBIA TEPMUH — «ATONMHYECKUN JIE€PMATHUTY,
KOTOpbI HMMEEeT CBOM JHMATHOCTUYECKHWE KPUTEpPUU U  SBISETCS COOCTBEHHO
Ho3os0rrueckoit ¢popmoii [4]. ChopmynnupoBaHHOE B JaHHOM COTJIAIICHUU MOHSATHUE O
TopnuaHOM TeueHun AJ[ ObLI0 TOJNOKEHO B KIMHMYECKUH Kputepud ordopa
MAlMEHTOB JJI HaCTOsALIEH paOOTHI.

IIpy w3ydyeHMM MEOUWLMHCKOW JIUTEpaTypbl MoOKa3zaHo, 4to AJl He

paccmaTpHBaeTCsl Kak Haclie[CTBeHHOe 3aboisieBanue, a y 80 % pgereil, cTpanarommx
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AJl, oTmedaeTcsl OTATOIIEHHBIM ceMeiiHblii anamHes3 [S5; 13; 38]. Eciu paccmaTpuBaTh

AJl xak 3a001eBaHUE C T€HETUYECKUM Je(PEKTOM, TO U METOAbl AUATHOCTUKH JIOJKHBI
OBITh TEHETUUECKUE.

1. Cunzgpombl, OOYyCIIOBJIEHHbIE  XPOMOCOMHBIMH  HapylICHUSIMU  —
nuToreHeTnuyeckuit metos. Onucansl cinydau, koraa AJl coueraercs ¢ pepmeHTonaTuen
1 XpOMOCOMHOM nepecTpoiikoii [138].

2. bones3nu, BeI3BaHHBIE MyTalued otnaesbHOro reHa (MenueneBckue) — JIHK

AUAardOCTHKaA. Ha TCPPUTOPUHA Poccuu CCpBéSH]’:IX MacIITaOHBIX I/ICCJICI[OBaHI/Iﬁ

myTtauuid B reie FLG He mpoBoamnock [11; 89]. I'eHomepMaro3bl, MpuU KOTOPBIX

MpU3HAKHU, XapakTepHbie i AJl, ABISIOTCS OAHUMM M3 BeAylIUX cUMITOMOB. Cpeau
9TUX 3a00JIeBaHUM dYaile BCEro (QUIYpUPYIOT: OKTOAEpMalIbHAs  JUCILIA3HS;
X-CIECIUICHHBIM HXTHO3;, C-M TocCTa-YHHBI, MacTOIMTO3;, JEHOMHOMA;, THUCTHOIUTO3;
TUIIOTUPEO3 U AP. — KIMHUKO-T€HEATIOTUYECKUN METO/I.

3. MynbtudakropuanbHbie 3a00JIeBaHUS KaK pPe3ylabTaT B3auMOJICHCTBUS
T€HETUYECKHUX U CPEIOBBIX (PaKTOPOB — CTAHJAPTHBIC TOIXO/IBI.

Taxxe npencraBiaeH NoApoOHbINH 0030p COBpeMEHHOU cTpaTteruu tepanuu AJl u
o0muX MNpUHIMMIOB ero JjedeHus [35]. Jluera ABISETCS OJHUM U3 BaKHEUIIHMX
KOMITOHEHTOB ero JieueHus [1]. Ho monxoasl k BRIOOPY TUIIOAUIEPTreHHBIX MPOIYKTOB,
WJIU TIPOJIYKTOB, PEKOMEHOBAHHBIX K ynoTpeOsenuto mpu AJl, HEUJCHTUYHBI, TaXe Y
Bpadyel BHYTPH OJHOW CIELMAJIIBHOCTH, HE TOBOPS YK€ O MYJIbTUAUCIUILIMHAPHOM
MoAXxoJe B TMOHUMAHUM JAHHOTO Bompoca. BeisiBieHwe QepmeHTONnaTU U
HACJICACTBEHHBIX OOJIe3HEM OOMeHa SBIJAETCS OJHOHM W3 BaXKHEHIIMX 3ajad.
ATONMYECKUN JOepMaTUT TIpU I[EIMAKUM W aJUVIEPrUYE€CKOM HHTEpPOINATHU: Ha
CEeTOJHSIIHUNA MOMEHT MOJKHO BBIJICJIUTh TpU 3a00JIeBaHMS, CBS3aHHBIE C
HENIEPEHOCUMOCTBIO TJIFOTEHA: LEJMAKHS, IHUIIEBAS HENEPEHOCUMOCTh TJIIOTEHA KaK
ajulepruyeckas peakids OpraHu3Ma Ha KOHKPETHBIH OOk — TUIIOTEH U
YyBCTBUTEIIBHOCTh K TJIFOTEHY, KOrJa TJIIOTEH, IONajas B OPraHU3M, BbI3BIBACT
BOCIIAJICHUE BCET0 IHUIIEBAPUTEIIBHOTO TpakTa BCIAEACTBHE (EPMEHTATUBHOU

HCAOCTATOYHOCTH.
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I'/TABA 2 MATEPHUAJI U METO/IbI

2.1 JIlu3aiin uccjieg0BaHusl

B OCHOBY [aHHOrO MCCIEJOBAaHHS IIOJIOKEH AaHAIW3  MAIUEHTOB C
YCTAHOBJICHHBIM M 3a()UKCHUPOBAHHBIM B MEIUIMHCKON JOKYMEHTAIIUU JIUarHO30M
«aTONMUYECKUN JePMATUT» U PETPOCTIEKTUBHBIA aHAIN3 UCTOPHUI 0OJIE3HHU MALIUEHTOB C
LEIMAaKUEN W aJUIEprHYecKOM DJHTEPOINATHEN, B aHamMHe3e KOTopblx umencsa A/l
OO6s3aTenbHBIM TpeOOBaHUEM, MPEIBSABISEMBIM K MallMeHTaM JUIs BKIIOYEHHUS HUX B
UCCJEIOBaHUsI, ObUI yCTaHOBIEHHBIM M 3aQUKCUPOBAHHBIN B  MEAUIIMHCKON
JOKyMeHTaluu auario3 AJl (aepmaronorom, neauaTpoM WM aJIeprojioromM B
pa3TUYHBIX JIEYEOHBIX 3aBEJICHUAX) C PACHPOCTPAHEHHBIM XapaKTEPOM IMOPAKEHHUS, C
HEBBIPAKEHHBIM 3()PEKTOM OT MPOBOAMMOI Tepanuu y MalueHToB J10 roja — 6omuee 2-x
MecAlleB, y MalUeHTOB cTapuie rojga — Oonee 4-x MecsneB (MO0 MEIUIIMHCKON
JOKYMEHTAIIMH ), HAXOJAUBIINXCA Ha AMMMUHAIMOHHON IUE€TEe HE MEHEe OJHOT0 Mecslla,
npuyeM JUisi J€Ted, HaxXOASIIUXCS Ha TPyAHOM BCKapMJIMBAHUM, YUYUTHIBAINCH
AHAMHECTUYECKHE [JaHHbIC [UJIsi KOpMSAIIEHM MaTepu, I JETe Ha CMEUIEHHOM
BCKapMJIMBAHUM YYUTHIBAIOCH COOJIIOICHHE NMEThI, KakK [ peOeHka, Tak W JJIs
KopMmsme Marepu. Ywucio oboctpeHuit — a0 3—4 B roa ¢ yBEIWYEHUEM HUX
IUTUTENBHOCTH. J[aHHBIE KPUTEPUU U YCIOBUS COOTBETCTBYIOT TOPHUAHOMY TEUEHUIO
AJl [4]. Topnunueiii ot nat. torpidus— 3acThIBIIMNA, OECUYBCTBEHHBINH, ITOT TEPMHUH
ynorpebasiercs A O00O3HAYeHHMs  peakuui M COCTOSHUN  OpraHu3Ma,
XapakTEPU3YIOUIMXCA BSJIBIM WM 3aMeJJIeHHbIM TeueHueM. [lamuentsr ¢ A/l B
AHaMHE3€ MEHBIIEr0 CPOKA WA C IOJIOKUTEIBHOM AWHAMUKOW II0CJIE HAa3HAYCHHOU
Tepanuu (10 aHaMHE3y WJIM IO 3alUCH Bpaya B JIOKYMEHTAllMU), a TakKe MalUeHTHI,
BBICKa3bIBAIOIIME COMHEHHUS B MpeJJaraeMoM IUIaHe 00ClieIOBaHUs, UCKIIOYAIUCh U3
TPYIITIHIL.

Bce nmma, BKIFOUEHHBIE B MCCIEAOBAHHUE, WIM HX 3aKOHHBIE IMPEICTAaBUTEIIH,
ObUTM MPOMHMOPMUPOBAHBI O WENSAX W 3ajadyax ucciefoBaHusi. B cooTBeTCTBUU C

OCJIbKO HCCICOAOBAHUA MW IIOCTABJICHHBIMHU JII C€C PCHICHUA 3adddaMM ObLIN
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c(OpMHPOBaAHBI 3 TPYIIIBI:

l-1 OCHOBHasi Trpynma — MalMEeHThl C TOPNUIHBIM TeueHueM AJl, koTopas
coctaBuia 470 4eaoBeK;

2-g rpymnmna — KOHTPOJbHas, JJii CpPaBHEHHS YacTOT TE€HOTHUIIOB M aJulelieH,
KoTopas coctaBmia 470 4yenoBex;

3-1 rpymmna — HanueHThl ¢ LeIHaKuel/anaeprudeckoi IHTeponaTuei, KoTopas
cocTtaBuia 377 MauueHTOB.

[lanmeHTsl (UM MX 3aKOHHBIE TMPEACTABUTENH), BOUIEAIINE B 1-I0 OCHOBHYIO
rpynny (470 yenoBek), Ha TNEpBOM MNpuéMe MOJNUCHIBAIM  JOOPOBOJbHOE
MH()OPMUPOBAHHOE COTJIACHE.

[loctanoBka nuarHo3a AJl coctosna w3 cOopa xkano0, aHaMHe3a KHU3HU U
3a0oneBaHusl, CEMEMHOro aHamMHe3a, a Takke KIMHUYECKOM  KapTUHBI €
UCIOJIb30BaHUEM JuarHoctTudeckux kpurepues J. M. Hanifin u G. Rajka (1980 r.), raoe
nuarHo3 AJl BbICTaBisieTCSs NpU HaJUYUMM 3 OCHOBHBIX M 3 JIOMOJHHUTEIBbHBIX
KPUTEPUEB:

- 3y,

- BO3PACTHbIE U3MEHEHHMS XapaKTEPHBIX MOPAKEHUI KOXKU;

- XpPOHUYECKOE PEIUAUBUPYIOIIEE TEUCHHE;

- HaJIM4YKMe aTOMUYECKUX 3a00JIeBaHUH Y MAlUEeHTa WU €r0 POJACTBEHHUKOB;

- Hayajo B paHHEM BO3pacTe;

- CE30HHOCTh OOOCTpeHMH (yXyAIIEHHE B XOJOJAHOE BpPEMS Tojia M YIydlleHHUE
JIETOM);

- 000CTpeHue mpolecca Mo/l BIUIHUEM MTPOBOLUPYIOUUX (HaKTOPOB (aIepreHsbl,
UPPUTAHTHI, MUILEBbIE TPOIYKThI, SMOIIMOHAIBHBIN CTpecC U T.1.);

- CYXOCTb KOXHU;

- Oenblii nepmorpadusm;

- CKJIOHHOCTH K KOKHBIM MH(PEKLIUAM;

- XCUJIUT;

- cumntoM Dennie — Morgan (qonogHuTeNbHas CKIaJKa HUKHETO BEKa);

- TUTIEPIUTMEHTALIMS KOXKH NepUOpOUTaIbHON 001acTu;
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- IOBBIIIIEHUE coJiepxkaHus ob1iero u cnerupuueckux IgE B chiBOpoTKE;

- 303UHOGUIUS IEpUPEPUUECKON KPOBH.

JlaHHble KIMHUYECKUE KPUTEPUM JO HACTOSIIEr0 BPEMEHHU SIBISIOTCS Hauboliee
MOJIHBIMU M Yallle BCEro MCMOib3yloTcs B Poccuiickoll MpakTUYeCcKOW MeAUIMHE ISt
yCTaHOBJEHHUs nuarnosza A/l.

OneHuBaIuCh AaBHOCTh 3a00J€BaHUsA, PACTIPOCTPAHEHHOCTh KOXKHOTO MpOIECcca,
CTENEHb BBIPAXXEHHOCTU NATOJIOTHYECKUX HW3MEHEHHM, 4YacToTa OOOCTpEeHUU H HX
MPOJOJKUTENBHOCTD, 3P(HEKTUBHOCTh MPOBOJUMOIN paHee Tepamuu B COOTBETCTBUM C
PoccuiickuM HalMOHAJIBLHBIM  COTJIACUTEIBHBIM  JOKYMEHTOM IO aTOMHUYECKOMY
nepMaTuTy moja obmieit penakiued akaa. PAMH P. M. XautoBa u wi.-kopp. PAMH,
npod. A.A. Ky6anosoii ot 2004 rona.

BospacTtHble nepuoasl 601e3HU:

- I Bo3pacTHoOIl nepuoa — miageHdeckuit (10 2 JeT);

- II Bo3pacTHOI nmepuo — aetckuii (ot 2 net 10 13 jer);

- III Bo3pacTHOI nepuoj — MOJPOCTKOBBIN U B3pOCIbIi (0T 13 €T u cTapiie).

B Hacrosmem uccienoBaHuu mpu GOpMHUPOBAHUU TIEPBOM TPYIIIBI BO3PACTHOU
MHTEpBaJ MAlMEHTOB COCTABMJI OT HECKOJBKO MECALEB >KM3HU MalMeHTa a0 52 Jer.
CooTHolIeHre BO3pacToOB, B3AThIX B HCCIIEIOBAaHUE, IPEICTABIICHO HA pUCYHKE 1.

[To moimoBOMY cocTaBy OHHM pachpeaeauiuch Ha 145 MaapbuMKOB/MY>KUUH, YTO

coctaBuio 31 %, u 325 neBoUYeK/KEHIIHMH, YTO cOcTaBuiIo 69 %.

l BOo2-x ner  DOOT2-x ner Ao 13 ner DOT13 ner v crapule l

Pucynok 1 — Bo3pacTHasi cTpyKTypa Ipyniibl OOJNbHBIX C ATOMUYECKUM J€PMaTUTOM
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Ha ocHoBanum cobOecenoBaHUs U TPEJACTABICHHOW JOKYMEHTAIMU TOJIPOOHO
u3yuajcs aHamMHe3 Hadana u TedeHus AJl; ceMeiHbli aHamMHE3 C HCIOJIb30BaHHEM
KIIMHUKO-TEHEAJIOTHYECKOr0  METOJla; MPOBOJAUJICA OOLIMA  OCMOTp  MAIlUEHTA;
npou3Boauiaachk ¢GoToduKcanys COCTOSHUSA (TOJBKO C JOMOJHHUTEIBHOTO COTJIacus
MalyueHTa WJIM €ro 3aKOHHOro mpenctaBuTens). Ha maHHOM 3Tame mpoucXOmuio
pasrpaHUyYeHUe MAIMEHTOB Ha 2 TTOATPYIIIHL:

- marueHThl ¢ AJl (B COOTBETCTBUU C KIMHUYECKUMU KPUTEPUSIMHU );

- MAIMEHTHI, Y KOTOPHIX Ha TEPBOM IMpHUEME IMPOU3OILIO M3MEHEHHE JHarHo3a
HarpasJyieHHus ¢ AJ] Kak OCHOBHOI InarHo3 Ha A/l Kak COIyTCTBYIOIIUH, SIBISIOLIUICS
OHMUM U3  BEAYyIIUX CHUMITOMOB  TEHOJEpMAro3a  DJKTOACPMAIBHOTO U
AKTOME30/IePMATIBHOTO TTPOUCKOKICHUS.

[Tatmentsl ¢ TopnuaHbiM TedeHuem AJl coctaBuiu 431 yenosek — 91,7 %, a y
39 manueHToB MPOU30IUIO HU3MEHEHWE AuarHo3a HampasiaeHus — 8,3 % oT Bcex
MAIUEHTOB, BKIIFOYEHHBIX B 1-10 OCHOBHYIO I'PYIIITY UCCIIEOBAHMUS.

HoBbie 0OCHOBHBIE TUATHO3HI:

- OKTOJIepMalibHas Auctiiasus (16 yenosek);

- X-cuemieHubiit uxtuo3 (10 uenorek);

- C-m Tocta-YHHEHI (5 4enoBeK);

- MacToumTo3 (5 YEeIOBEK);

- teriomuoMa (1 yenoBek);

- ructuonnTo3 (1 yenosek);

- runotupeos (1 uenosex).

Bce nuarHo3pl BBICTaBISIIMCH B COOTBETCTBUM C OCHOBHBIMH KIMHUYECKHUMU
CUMIITOMAaMH U KPUTEPHUSIMH, XapaKTEPHBIMHU JJIs JaHHBIX 3a0osieBaHui. Ha mepBom
MpueMe y MalueHTOB U3MEHSUICS KOMIUIEKC JICUEOHBIX MEPOIIPUATHI B COOTBETCTBUH C
OCHOBHBIM JHArHO30M.

[TanimenTaM ¢ TOATBEPKACHHBIM Ha TMpUeMe BeayluMm auarHozom AJl (mo
HaJMYUI0 KIMHUYECKUX KPUTEPHUEB, XapaKTepHbIX st AJl) U TOpNUAHBIM TEUCHHEM
AJl mpousBoamiace oneHka Tsxecth A/l ¢ momompbio pacuera uHaekca SCORAD

(scoring of atopic dermatitis — mikajga aTOMUYECKOro JAepMaTuTa), pa3zpaboTaHHas
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IpyNIol y4eHbIX eBponeickux cTpad [112], koTopasi yYUTHIBAET paclpoCTPaHEHHOCTh
KOXHOTO Tpouecca — A, HUHTEHCUBHOCTh KIMHUYECKUX TposiBieHd — B u
CyOBEKTUBHBIX CUMNITOMOB — C (HapyllleHHe CHa U UHTEHCUBHOCTh KOXKHOTO 3y/1a).

Ouenka tsxectd AJl MpOBOUIIOCH B HECKOJIBKO 3TAIOB.

I sran. OmnpeneneHue M OlEHKAa NPU3HAKOB HMHTEHCHUBHOCTU (OOBEKTHUBHBIC
CUMIITOMBI): 1) apUTEMA (runepemus), 2) oTeK/manyoo0pa3oBaHue,
3) MOKHYTHE/KOPKH, 4) SKCKOpHUaLUd, 5) TUXeHUPUKaLus, 6) CyXocTb.

Kaxnapiii mpusnak onenuBaics ot 0 mo 3 6amioB (0 — orcyrcTBue, 1 — JErKuu,
2 — cpenuuit, 3 — Tskenslid). [lomyOamibHble OllEHKH He NpUMEHsUIMCh. OLIEHKH B
Oayimax BBICTABISUIMCH B CHELMAJIBHOM OIEHOYHOM Tabiuue, 3aTeM OOIIUN HHIEKC
SCORAD paccuutbiBazcs o ¢gopmyiie, IpUBEIECHHON HIKE.

O6nactpb, BeIOpaHHasi IJisl OLIEHKH, MPEACTaBIIsIa CO Cpe/lHEd MHTEHCUBHOCTHIO
KKl MPU3HAK Yy JAHHOTO OOJILHOTO, TEM CaMbIM HCKIIIOYas 00JacTh-MUIICHb WUIU
oOnacte Haubombiiero mnopaxeHus. OgHAKO OJHAa W Ta € 00JlacTb MOIJa OBITh
BblOpaHa nis 2 u Oonee nmpusHakoB. Hampumep, oaHa U Ta e 00J1acTh CIyKuja JJIs
OLICHKU KaK JKCKOpUalUid, Tak U 3puteMbl. C APYyroil CTOPOHBI, CYXOCTh MOXKET OBIThH
BBIpa)KE€HA Ha 00JIACTAX, HE UMEIOUIUX OCTPBIX BBICHITIAHUN WU JIMXEHUDUKAIUH.

Onenka »HpUTeMbl WIM KpacHOTHI Ha CBETJIOM KOXKe, KaK TMpaBUIO, HE
npejacTasisiia npoosueMsl. [Ipu HEBO3MOKHOCTH OLEHUTH B OajljlaX 3TO YKa3blBAJIOCh B
OLICHOYHOM Ta0uIle B CHOCKAX.

[Ipy mnanpnanuu ONpeAessuIuCh MHQOUIBTPALMI/OTEK KOXKHU, KOTOpPbIE MOTIHU
BCTpPEYaThCsl, KaK B OYarax 3KCKOpHAIMil, TaK M MpPU XPOHUYECKUX BBICHIIAHUSAX B
nepuoj 000CTpEeHHUs.

MOoOKHYTHE/KOPKM KaK NpPHU3HAK MPUMEHSIOCh K IKCCYAATUBHBIM MOPAXKEHUSM,
BO3HUKAIOUIUM B pe3yibTaTe OTeKa M Be3UKyIsuu. KonudecTBEHHBIN acrekT
AKCCYAALMU MOT OBITh ONPEIETIEH IPU KIMHUYECKOM OCMOTPE U OMPOCE POIUTEIIEH.

OKCKOpHMallMM KakK MpHU3HAK SBISUIMCh OOBEKTUBHBIM MapKepoMm 3yjaa, Ooliee
3aMETHbIM Ha HEIMXEHU(DPUIIMPOBAHHBIX oOyvarax mnopaxkeHus. s kaxaoro Oaa

OOCHUBAJIOCH KOJIMYCCTBO U HHTCHCUBHOCTD CJICAOB PACUCCOB.
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Jluxenudukanus Kak MPU3HAK AHAJOTHYEH SMHUACPMATBHOMY YTOJIIECHUIO B
XpoHHueckux ovarax. CHUIbHO BBIPaXEHHBIC KOXKHBIC CKJIQJIKH Pa3lIeaioT OJecTsIne
poMOOBHUAHBIE 00JlaCTH, IBET — CEPOBATO-KOpUUHEBATHIA. JIluxeHudukaumsam
MOABEPKEHBI NPYPUTHHO3HBIC OYard U KPYMHBIC CKIaadaThie MOPAKCHHS, YTO Yallle
HaOmoAaeTcst y O0JIbHBIX cTaplie 2 JeT.

CyxocTh, MO Mepe BO3MOXHOCTH, OIICHHWBAJIaCh B 00JIACTSX, YAAJICHHBIX OT
oyaroB BocmajgeHus W 0€3 TNpeaBapUTEIbHON aNMUIMKAlMK CMSTYAIOIIUX WU
YBIQKHSIOIMIMX CPEACTB, Takxke Mo 3-0ampbHOM mikane. Yemylkd OT 3aXKUBIIMX
BOCIAJIUTEIbHBIX 0YaroB He MPUHUMAIKCh BO BHUMaHHEe. C TOMOIIBIO MNalbIallUU
OIICHUBAJICA Typrop koxku. OOs3aT€NbHO YKa3bIBaJIOCh, €CTh JIU COMYTCTBYIONIUN
BYJIbIapHBIM WXTHO3 (MOJI OCHOBHBIMH CHOCKaMHM Ha OIICHOYHOM JjHcTe). Hamuuue
TPENIUH, KaK MPaBUJIo, OBLJIO CBSA3aHO C BEIPAXKEHHOM CYXOCThIO HA KOHEUHOCTSIX.

IT aran. PacyeT miomniaau nmopakxeHus: KOKHBIX TTOKPOBOB.

[Tnomanpk mopakeHHsl OIEHUBAJIACH y JACTEH IO TMpaBWIy <«IeBATOK». Ouaru,
MIPUHUMAaeMble BO BHHMaHHE, UMW TOJbKO BOCTAJIMTEIBLHOEC MOPAKEHUE, HO HE
cyxocTb. On1Ha na0Hb 00JILHOTO cocTaBiseT 1 % Bceil KOKHOM TOBEPXHOCTH.

Jlns ymoOcTBa mojcyeTa HWCIOIb30Bajics OLeHOYHBbINH nucT mkaisl SCORAD

(pucyHok 2).
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MecTHas npoTuBoBOCNanuTenbHas Tepanus (rMioKOKOPTUKOUAbI, MECTHbIE MMMYHOMOAYNATOPbI, Apyroe):

DencrByiouiee BellecTBo (ToproBasi Mapka, KOHUEHTpauus) Konuuectso/ mecsau, (r) Kornunyectso obocTpeHmnii/
mMecsiL,

Cpencteo Aana yxoaa 3a KoxXken (Toprosas mapka) KonuyecrBo/ mecs, (r)

Mnouwianb Nopa>keHnA KoXXu

(%) *

Lindpbl B ckobkax ans netem
Mnaflle oByx net

P THbI€ 3HAYEeHUS VHT CTU NMpUsHaKka 0 = orcytcrByeT 1 =cnabein 2 =ymep n 3=an 7
(TUNUYHBIE y4acTku )

Kputepun NHTeHcnBHOCTL Kputepun MHTEeHCBHOCTb

e Dputema e DKCKOpUaumm

* MokHyTVe /KOpku

e OTek/nanynbl |:I ® JluxeHudmukaumsa

Il

® CyXOCTb KO>XMU
(OUEHMBAETCA Ha HEMOPAXKeHHbIX YHaCTKax)

3ya u 6eccoHHULLA |:I SCORAD A/5+7B/2+C =
BusyanbHas aHanorosas wkana (cpefHui nokasaresb 3a NocIeaHne TPU OHSA WU HOYM)

|

|

* 3yn (0—10)

|
f
o

N—— N

|
T
3
|
1
3

| | | | | | |

| I | | | I | |

3] 4 3 6 7 8 Q9 10

e HapyweHue cHa (0—10) I I I I I I I \[ ‘I
) 1 4 5 6 7 8 9 10

Pucynoxk 2 — Ouenounsiit muct mkainsl SCORAD

[T »Tan. Onenka cyObeKTUBHBIX MPU3HAKOB.

CyOBeKkTHBHBIE MPU3HAKKM BKIIIOYAIOT 3y U HapylieHue cHa. boinbHOU (0OBIYHO
cTapiie 7 JIeT) Wi ero (ee) poaAuTesd OTBEYaIM TIOJIHO Ha BOMIPOCHI 10 3TO Teme. OHu
yKazpiBaiM 1o  10-caHTUMETpOBOM  IIKajie  OIEHOYHOM  (OpMBI  TYHKT,
COOTBETCTBYIOIIMM CpeHEMY 3HAUYEHUIO 3a TocieaHue 3 Hs/Houu. MIHTeHCUBHOCTH
3yJa ¥ CTENeHb HapyIIECHUsS CHa OIEHHMBAJIOCh MMEHHO 1o 10-OayibHOW mIKaie
(or 0 mo 10). 3yn oueHMBaICS MO JAECATUOAUIBHOM CyOBEKTHBHOM IIKae.
He3naunrtenvHblii — 3y[, BO3HUKAKOIIUK TMEPUOJUYECKH U HE  SBISIOLIUKCS

MYUYHUTEIbHBIM ¥ JOMHUHHUPYIOIIUM cuUMNOTOMOM 3a0oneBanus (0—1-2 OGamna).
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YMepeHHbIN — 3y, 6€CTIOKOSIUN OOJBbHBIX MPAKTUYECKHU MOCTOSHHO, UMEIOIIHNI Yalle
BCEro JIOKAJIM30BAaHHBIM XapakTep U PEIKO Hapylalolmuid HOYHOM coH (3—6 OasioB).
NHTEHCUBHBIA, TOCTOAHHBIM — 3y, BbI3BIBAOMIMKA  IICHXO3MOLMOHAIBHOE
nepeHanpspbkenue u 6ecconnuily (7—10 6anno).

IV stamn. Pacuer Benmmuunbl ngaekca SCORAD.

Bce nonyuenHsle 6auibl BBICTABISIUCH B olleHOUHBbINH jucT. Maaeke SCORAD

paccuuThIBajCA 1Mo Gopmyie:

SCORAD = A/5+7B/2 + C,

rie A — pacupocTpaHEHHOCTH (ILTOIIAAh TOPAKEHUS KOXKH),

B — MHTEHCUBHOCTH BBIPA)KEHHOCTH KJIMHUYECKUX CUMIITOMOB,

C — cymma 0amioB cyObeKTUBHBIX CUMIITOMOB.

Ilpumep pacuema. bonwHou I1., 12 ner, mocTynuia B KIMHUKY C JUArHO30M:
Huddy3nbiil HelipoaepMut, craaus obOocTpenus. [lnomans mopakeHUs KOXKUA paBHA
65 %. OueHka OOBEKTHUBHBIX CUMIITOMOB: 3puTemMa — 2 0aiia, OTeK U 00pa3oBaHUE
namyia — 2 Oaia, MOKHYyTHE — 2 Oaia, sKkckopuanuu — 3 Oansa, JuxeHupukamus —
2 6ayma, cyxocTh — 2 O6amna. HMroro: oOmuit Oana MHTEHCUBHOCTH OOBEKTHBHBIX
cumMnToMoB paBeH 13 Oamtam. OueHka CyOBEKTHUBHBIX CUMITOMOB: 3yA — 8 OajioB,
CTEINeHb HapylieHus cHa — 7 6autoB. Mtoro: oOmuii 0anin cyObeKTUBHBIX CUMIITOMOB
paBen 15 6amnam. Uunekec SCORAD pasen 65/5 + 7 x 13/2 + 15 = 73,5 Ganna.

3HaueHus uHJEKca BapbupytoT or 0 (HeT nposBieHHil 3abojeBaHus) A0
103 6amioB  (mpu  MakcUMalbHO TsDKEIOM TedeHun AJl), B COOTBETCTBUU C
benepaibHBIMU  KIIMHUYECKUMH PEKOMEHJAUMAMH 10 JAUarHOCTUKE U JICUEHHIO
aTOMMYECKOr0 JepMaTuTa, yTBepxkaeHHbIMU 23 ngexadps 2013 r. Poccuiickoi
accollMallel  ajuieprojoroB M  KIMHUYECKUX HMMYHOJIOTOB, B  HACTOSIIEM
UCCJIeI0BAHUH PUHUMAJIOCH:!

- 3a JIETKOE TeYeHHe — 3HaueHue uujekca ot 0 qo 20 6anios.,

- 3a cpeaHeTsprenoe TeueHue — ot 20 no 40 Ganos,

- 3a Tskesoe — oT 40 0aJIOB U BBIIIIE.
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B wuccnenoBanue Bomuid OOJIBHBIE C JIETKUM W CPEAHETSIKEIBIM TEUCHHEM
KOJKHOT'O TPOIIECca, YTO COOTBETCTBOBaIO BennuuHe mHaekca oT 0 go 40 u ot 40 nmo
60 6aJIOB COOTBETCTBEHHO.

Kpurepuem knuaudeckoi 3PGEKTUBHOCTH HA3HAYEHHOTO JICUEHHUS SBIISIIOCH

ymenbienue naaekca SCORAD:

Ha 80 % u 6oJiee OT UCXOTHOTO MOKA3aTeIsl — KIMHUYECKAsi PEMUCCHUS,;

Ha 50—80 % — 3HAUUTEIBHOE YIYUIICHUE;

Ha 30-50 % — yny4iieHue;

menee 30 % — pacueHuBangoch Kak oTCyTcTBHE 3((Pexra OT mMPOBOIUMOMN
Teparuu.

Nunexc SCORAD onenuBajicss IBaXAbl: Ha NMEPBOM NPUEME U TMOCIE Kypca
JIeYEHUsT U JIEUeOHBIX MEPONPUSITUH, CKOPPEKTHUPOBAHHBIX IIOCTE MPOBEICHHOIO
oOclieloBaHUsl M TOHUMAaHUS TATOICHETUYECKOW TMPUYUHBI PA3BUTHS TOPIUIHOU
dbopmel AJl y 7aHHOTO MalMeHTa.

[Tocne ounenku TspkectTw AJ] manWeHTy BBIIABAJIOCH HANpaBieHUE Ha
MIPOXOXKACHUE JOTOJHUTEIBHBIX METOJ0B 00CIICTIOBAHUS:

1) 3a60op BeHO3HOU KpoBU OT 1 Mut 10 10 MJT B 3aBUCHMOCTH OT BO3pacTa M Beca
nanueHTa s moucka y Hux myrtamui 2282del4 u R501X B rene ¢unarrpuna FLG.
3ab0p MpoU3BOAMICS B MPOOUPKY C COACpKaHUEM B KauecTBe aHTUkoaryisiuta DJ[TA,
KOTOPBIN CBA3BIBAECT MOHBI KaJbIIUS U OJOKUPYET KacCKaJl peaKiuii CBEPThIBAHUS KPOBH,
IpU  OTOM KOHIEHTpAllUS U XapaKTEPUCTUKH KIETOYHBIX M  BHEKIETOYHBIX
KOMIIOHEHTOB  OCTAalOTCS  MPaKTUYECKHM  HEu3MeHHbIMU.  [loaToMy  JaHHBIHA
AQHTUKOATYJISIHT ~XOPOIIO TOAXOAUT JUIsi COXPAaHEHUS KPOBHU, MPUTOJHOU s
MIPOBEJICHUS MOJIEKYJIAPHO-TEHETUYECKOTO aHaJIN3a;

2) 3abop ciy4yaiiHOM TIOpIMKM MOYHM OKojo 100 Ma st BBISIBICHUS
dbepMeHTOaTuN/HApYIICHUsT OOMEHa BEIIECTB MeToJAoM xpomatorpaduu. JlaHHOE
HcclieJoBaHUe OBLIO BBIMOJIHEHO Bcero 113 mamuweHTam, MOTOMY 4YTO TOCIE
MOJTyYEHHUS TIEPBLIX PE3YIbTATOB Y MAIMEHTOB B BO3PACTHOM IpyIine nmocie 12 jgeT He

OBLI0 IMOJTYUYCHO 3HAYHUMBIX U3MCHCHUU H, B IIOCJICAYIOIICM, 3TOT dHAJINU3 HA3HAYAJICA
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TOJIbKO 00JIbHBIM ¢ AJl B Bo3pacTe a0 6 jeT — 101 manueHT, u3 KOTophiX 73 MajabyuKa
" 28 neBOYEK.

C yueToM pa3HOTO XapakTepa MUTAHHS OHU OBLIM pa3/esiCHbl HAa BO3PACTHBIC
noArpynmel: oT 5 mecsiueB A0 1 roxga (11 manmenToB); oT 1 roma go 2 et
(20 manuenToB); ot 2 net a0 3 et (13 maruenTtoB); ot 3 neT 10 4 et (22 namueHTa);
or 4 no 5 nmer u 5 wmecsueB (35 mnaumenrtoB). OcrtaBmuecs 12 maMeHTOB
pacnpeaenminuck no Bo3pacram: 1 mauueHt — 12 nert, 8 nanuentoB — ot 17 no 30 ner,
2 nauuveHTa — 34 roaa u 38 jeT cooTBETCTBEHHO U 1 manueHT 52 ronaa. Bo3pacTtHas
CTpYKTypa 001bHBIX ¢ AJl, y KOTOpOH MPOU3BOAMIICS 3a00p CIIy4yalHOMN MOPIIUU MOYHU

11 IPOBEJEHUST XpoMaTorpauuecKoro UCcieJ0BaHus, IpeicTaBieHa B Tadbuuue 1.

Tabmuma 1 — Bo3pacTtHas cTpykTypa OOJBHBIX C aQTOMUYECKUM JIE€PMATUTOM,

00cneJ0BaHHBIX XPOMATOIpaPUUECKUM METOI0M

Bo3pactHoii uaTepBan KonuuecTBo 60IBHBIX
5 mecsueB — 1 ron 11
1-2 rona 20
Jletn 1o 6 et 2-3 roma 13
3—4 rona 22
4-6 ner 35
12 ner 1
17-30 net 8
Hetu 12 ner u crapuie
3040 ner 2
40 net u cTapie 1
Bcero 113

3) s BBISBIICHHUS XPOMOCOMHBIX MEPECTPOEK MPOU3BOJMIICS 3a00p BEHO3HOMU
KpPOBH B MTPOOUPKY C TeapuHOM, KOTOPBIM B CyXOM BHUi€ ObUI HAHECEH Ha BHYTPEHHIOIO
CTEHKY NPOOUPKU. DTOT AHTUKOATYJSHT XOPOIIO MOAXOAMUT AJii COXPAaHEHUS KPOBH,
MIPUTOJTHOM NIl TPOBENECHUS LIMTOT€HETHYECKOTO aHalIW3a. YUYUTHIBAS TPYIOEMKOCTH
JAHHOTO aHalln3a, OH PEKOMEHJOBAJICS TOJBKO T€M OOJIbHBIM, Y KOTOPBIX HUMEIUCH

AOIIOJTHUTCIIBHBIC KIMHHUYCCKUC IIPU3HAKHU HIIKM AaHAMHCCTHUYCCKHUC JTdHHBIC, KOTOPHIC
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MOTJIM CBUETEILCTBOBATh O BO3MOXXHOM HAJIWYUU y JAHHOTO MalleHTa Kakou-inubo
XpOMOCOMHOM mepecTpoiiku. B 3Ty moarpynny Bomuiu 47 4elnoBeK € pa3IMYHbIMU
MOJIUCUCTEMHBIMUA TOPAKCHUSIMUA U KIMHUYECKUMU KPUTEPHUSIMU, XapaKTCPHBIMU IS
AJl, KOTOpBIE ABJISUITUCH OJHUM M3 BEAYIIMX CUMIITOMOB, HO MOTJIA OBITh OOYCIIOBJICHBI
XPOMOCOMHBIMHU a0eppalusIMH.

[Mamentam (39 4enoBek), y KOTOpPHIX MPOU3OINUIO H3MEHEHUE JIMarHo3a
HaIpaBJIeHUs] Ha NEPBOM IpueMe (Ha OCHOBHOE HACJEICTBEHHOE 3a0o0JieBaHUE, MPHU
KOTOPOM HMMEIOTCS KIIMHUYECKHE KPUTEPHH, XapaKkTepHbie 1 AJl, ¥ SABJISIOTCS OJHUM
U3  BEAYUIMX CHMIOTOMOB), BbIJABajoCh  HAlpaBlI€HHE HAa  MPOXOKIACHUE
JOTIOJTHUTENIBHBIX METOJIOB HCClieoBaHusA: 1) JnanbHeimero oOcieqoBaHusl 10
OCHOBHOMY 3a00JieBaHUI0; 2) 3a00p BEeHO3HOM KpoBU OT 1 My 10 10 M1 B 3aBUCUMOCTHU
OT BO3pacTa M Beca MalueHTa. 3a00p MPOU3BOJAWICS B MPOOUPKY C COAEpPKAHUEM B
KauecTBe aHtukoaryimsHta OJTA s mpoBeleHHs MOJEKYISIPHO-T€HETUYECKOTO
aHanu3a. JlaHHbIE TAIMEHTHl HE HCKIIOYATUCh M3 MOWUCKA Y HUX MyTalluid B TeHe
dunarrpuHa, Tak Kak MO OTJAEIbHBIM JIMTEPATYpPHBIM JaHHBIM HMMEJIOCh yKa3aHHE Ha
yTSOKEJICHUE TEYCHUsST MOHOTCHHOTO 3a00JIeBaHMS MPHU HAIWYMU MYTallMd B JTAaHHOM
rene [52].

Ha mnoBTopHOM mnpuéMe NpOBOAWICS aHANU3 TMOJYYEHHBIX pE3yJbTaTOB
uccnenoBanuii. Ha WX OCHOBaHMM TAaIlMEHTHl PA3EIWINCh HA TMOATPYMIBI, B
3aBUCUMOCTHU OT ATUOJIOTUU TOPIUAHOTO TeueHus AJl.

N3 470 nmauueHTOB, KOTOpPhIM MpoBoauiioch ucciegoBanne JJHK Ha nHanmdue
myTaruii 2282del4 u R501X B rene ¢unarrpuna FLG, y 69 denoBek, 4TO COCTaBUIIO
14,7 %, Obu1 HaljeH TeHETHYECKHM AedeKT, ITH TalUeHThl ObUIM OTHECEHBI B
MOATPYNIYy — TMAalUeHThl ¢ MOHOTeHHOW ¢dopmoit AJl. Dtum mnamuweHTam Oblia
MepecMOTPEHa MECTHasi M CHCTEMHAas Tepamusi C y4YeTOM BBISIBICHHON 3THOJIOTHH.
[IpoBenena Oecena ¢ OOBSICHEHMEM NPUYMH BO3HMKHOBEHHUS WX 3a00J€BaHUS U
BBIPa0OTaH MHAUBUIYATbHBIN TJ1aH TPOPUIAKTUKHA 0OO0CTPECHHIA.

N3 113 Oo0apHBIX, OOCJIEAOBAHHBIX METOJOM XpOMATOrpaguu MoOYH, Y
97 denoBek, 4To cocTaBUiIO 85,8 %, BBIABICHBI PA3JIUYHBIE OTKJIOHEHHS; OHU OTHECEHBI

B IIOATPYIIITY — IMAIIUCHTLI C q)epMeHTaTI/IBHOﬁ HCAOCTATOYHOCTBIO n/uan HapyHICHUCM
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oOMEHa BeIlIeCTB, IpU KOTOPBIX AJl ABIS€TCS OJNHUM M3 BEAYHIMX CUMITOMOB. B 3Ty
NOATPYIIY BOLUIM MNAlMEHThl C OTKJIOHEHUSMHU, BBI3BAHHBIMU  PaA3JIMYHBIMU
BO3MOXHBIMM ~ 3a00JieBaHMSIMU  (OHM  HAmNpaBiSIUCh  HA  J0OOCIENOBaHHE K
CHelUaIiCcTaM MO MPO(WI0: TEeHETUK, SHIOKPUHOJIOT), U TE, Yy KOI'0 BbISBICHBI
pasznuuHble BUIBI (epMeHTOonaThil. MiIMeHHO MM Ha3zHayanach AMETa ¢ UCKIIOYCHHEM
MPOIYKTOB, COAEPKAIIMX T€ WK UHbIE BEIIECTBA WM UX META0OIUThI, OOHAPYKEHHbIE
B aHanu3e Mouu. [locne Ha3HaAUeHUS] UHANBUYAIbHON JUETHI O0JbHBIE OCMATPUBAINCH
yepe3 5—7 Hedenb ¢ MOBTOpHbIM pacueToMm wuHiAekca SCORAD mis oObekTUBHOMU
oLIeHKH 3¢ (deKTa OT Ha3HAUYCHUS UHIUBUAYaIbHOUM nueThl. [Ipu 3TOM Bce manueHThl Bcé
BpEMs1 HaXOJMJIUCh HA HA3HAYEHHOM UM JICUYEHUHU.

N3 47 nmaumentoB ¢ A/l u pa3inuUHBIMU TMOJMCUCTEMHBIMU MPOSIBICHUSIMU,
KOTOPBIM IPOBOJIUIOCH KApUOJOTUYECKOE MCCIE0BAHNE, Y 8 BBISABICHBI PA3THMYHbBIE
XpPOMOCOMHBIE TIEPECTPOMKH, YTO cocTaBwiIO 17 %. DT OOJbHBIE OTHECEHHI B
MOATPYIIY — MAalUHUEeHTBl C XPOMOCOMHBIMHM OOJIE3HSIMU U TMEpecTporKamu, IpHU
KOTOpPhIX HMMEIOTCA KIMHUYECKHUE KpPUTEpUH, Xapaktepublie mnsa AJl, koropbie
ABJIAIOTCS] OJTHUM U3 BEAYIIUX CUMIITOMOB.

VYuureiBas, 4YTO N1 KaXJOW XPOMOCOMHOW OOJIE3HM YCTAHABIMBAECTCS
WHIUBUyallbHasl TeHETUYEeCKas CTPYKTypa (XpoMocoma U €€ CEerMeHT, HeJIO0CTaTOK
100 M30BITOK XPOMOCOMHOI'O Marepuania), IMEHHO OHa OMpenesisieT MaToJOruio, a
HapylIeHUE HOPMAJIbHOTO XPOMOCOMHOro Oajlanca MPUBOAUT K PacCTPOMCTBY
pa3BUTHs OpraHu3Ma Kak eauHoi cuctembl. C HUMHM Obula TpoBeleHa Oecena ¢
O0OBSICHEHHEM NPUYUH BO3HUKHOBEHUS MX 3a00JIeBaHMs, NEPECMOTPEHA MECTHAas U
CUCTEMHasi Tepamusi C y4eTOM BBISIBICHHOW O3THOJOTMM U BbIpabOTaH
WHIUBUAYAJIbHBIN TUTaH TPOQUIAKTHUKKA OOOCTpEHUM, a TakKe HalpaBleHbl Ha
KOHCYJIBTALIMIO K T€HETUKY JUJISl pelIeHUs] BOMpoca MPOTHO3a KaK OOILEro 3/10pOBbs
MaIlMEeHTa, TaK U €ro PenpoAYKTUBHON QyHKIIUU.

N3 Bcex 470 obcnenoBanHbiX y 280 O0JBHBIX C TOPNUIHBIM TeueHueM AJl He
ObLJI0O OOHAPYKEHO JaHHBIX 3a T€HETUYECKYIO MPUPOAY 3a00JI€BaHUs, YTO COCTABUIIO
59,6 %. OuHu ObUIM OTHECEHbl B TMOATPYNNY — TMAalMeHThl C HEBBISIBICHHOM

FeHETHYECKOM KOMIIOHEHTOH. OTH OOJbHBIE COCTaBUIIN MNoArpymnimy a1 OICHKHU
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BKJIaJla M3y4YaeMbIX MOJUMOP(GU3MOB TI'€HOB-KaHIUJATOB B paszButue AJl ¢
TOPOUAHBIM TeueHueM. MM ObLI0 BBINMOJHEHO TeHoTunupoBaHue 1s231775 rena
CTLAA4. lns ontumuzanuu od0bema uccienoBanus y 200 manuentoB u3 280 ObLIO
BBINOJIHEHO TeHoTUnupoBanue eimi€ 4 renon: rs1800795 rena IL6, rs16944 rena IL1B
rs763780 rena IL17F u VNTR rena ILIRN.

Tak kak AJl ¢ TOPHUIHBIM TEYEHUEM SBISETCS CJIOXKHBIM IO 3THOJIOTUU
MPOIIECCOM, TO OJIHUM M3 BO3MOXKHBIX METOJOB B pa3pabOTKe TMOIXOA0B IS
JTUArHOCTUKH, JICYCHUST W CO3JaHUs JICKAPCTBEHHBIX IIPENapaToB SBISETCS TOHUCK
I€HOB-KaHJIUJIATOB U COOTBETCTBYIOIIMX OEJIKOBBIX MPOAYKTOB. [lonxoasl K pacuéry
HE0OX0aUMOro 00bEMa MCCIEAYEMBIX TPYII JO CHUX TOp OCTAlOTCS JajeKo
HEOJHO3HAYHbIMU. BOJBIIMHCTBO uCcegoBaTeNeH MPU3HAET, YTO OOJIBIION OO0BEM
IPYII TIO3BOJIAET HE TOJBKO YMEHBIIUTh CIIydailHble KoJie0aHUs H3y4aeMbIX
MoKa3aTesiel, HO M BBISIBUTH OOJIbIIIEE KOJUYECTBO BIHUSIONIMX Ha HUX (DAKTOpOB, 3a
CYET NMETEeKIUU CJIA0BIX BIMSHUN, KOTOPHIE OCTAIOTCS HE3aMEUEHHBIMU MPU MEHBIIIEM
o0béMe rpynn uccienoBaHus. B Hacrosimem HcclIeAOoBaHUM HE CTaBUJIACh 3ajada Io
BBISIBIICHUIO (DaKTOPOB CO CJIaObIM BIUSHUEM Ha pa3Butue AJl, a s UCKIIOYCHUS
CIIy4alHBIX KOojeOaHui 00bEM UCCIEYEMBIX TPYIIN 0CTaTOYCH.

Takum o6pazom, B 1-if rpynme y 470 yenosek nposoauiock JIHK uccnenoBanue na
Hanmuyre mytauui 2282del4 m RS501X B rewe ¢uuarrpuna FLG, y 39 mnaunuenToB
MpPOU30ILJI0 HM3MEHEHHE JuarHo3a HampaBieHuss — 8,3% Ha TeHoaepMaro3
AKTOJIEPMAIBHOTO U SKTOME30ACPMaIbLHOIO MPOUCX0XkaeHus; 113 G0IbHBIM IPOBOAMIOCH
oOcieloBaHUE MOYM MeToJoM Xpomarorpaduu; 47 mNanuMeHTaMm MPOBOAUIIOCH
KapuoJiorndeckoe rccienoBanue; 280 ObLIO BBITTOJIHEHO TeHOTUNHpoBaHue 15231775 rena
CTLA4; 200 BbinmonHeHO reHoTunupoBanue eue 4 redos: rs1800795 rena IL6, 1s16944
rerHa IL1B, rs763780 rena IL17F u VNTR rena IL1RN.

Bropas rpynmna KOHTpoJIs 1JI OLIEHKH YacTOT TE€HOTHUIIOB M ajliesied MyTaluil B
reHe FLG cocraBuna 470 yenosek. OHa Obliia HaOpaHa U3 2 MOATPYII: HOMYISIUOHHASL
BbIOOpKa 25-55-metHux kutenert  OkTa0phckoro paiiona 1. HoBocubupcka
(200 uemoBexk — 62 MyxuuHbl W 138 KeHIIMH), O0OCJIEIOBaHHBIX B paMKax

MexayHapogHoro Tmipoekta BO3 «MONICA» (MonHuTOpUHr 3a00JI€Ba€MOCTH U
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CMEPTHOCTH OT CEPJICUHO-COCYIUCTHIX 3a0oeBanuii) [123]; yuantuxcs (270 yenoBek u3
obcnenoBanHbix —31 % manpuukoB U 69 % aeBodek) 0011e00pa30BaTEIBHBIX IIKOJI
Oxta0prckoro paitona r. HoBocubupcka, cpopmupoBanHas u3 10 % BEIOOpKH OT Bcex
yyaniuxcsi o01eo0pa3oBaTeNbHbIX IMIKOJI 3TOro paiioHa. C 1enbl0 ONTUMHU3ALMNHU
o0BéMa HccrneoBaHMs, B KaueCTBE KOHTPOJIS MJisi CPaBHEHHUS YacTOT T€HOTHIIOB U
aiiesneil u3ydaeMblX NOJTUMOP(PU3MOB I'€HOB-KaHIUIaTOB UCIOJIb30BaIach MEHbIIAs 1O
KOJIMYECTBY 4YEJOBEK TIpymmna, cQOopMUpOBaHHAs W3 JBYX BBIIICONHUCAHHBIX
(c coxpaHeHHEM CONOCTaBUMOCTH 10 TOJYy M BO3pacCTy C OCHOBHOW TpPYIIION).
VYuursiBas, YyTO Tpylnna NAlMEHTOB, KOTOpas Bolla B paboTy, BKIIOYaeT B ceOs
OOJIBIIION BO3PACTHOM MHTEPBAT OT HECKOJIBKUX MECAIIEB 10 52 JIET, OYeHb BaKHO OBLIO
chopMHpOBaTh aJIEKBAaTHYIO TpyNIy KOHTposs. Bo3pacTHas pauHaMHKa YacToOT
TeHOTUIIOB U ajulelield B BO3pacTHOM jAuana3zoHe oT 1 roxa no 17 net s u3ydaembix
NnoJIMMOP(PU3MOB HE OINKCcaHa (HET JaHHBIX B JIOCTYMHOM JuTepaType). B KoHTponbHOU
rpynmne oTcyTcTByeT uHpopmanus o Hanuuuu B anamHe3e AJl. Ilpu takom mojxone
HEJb3s UCKIIOUUTD c1adbix BIusHui n3ydaeMbix OHII Ha puck pa3BUTHS TOPHIUIHOTO
teueHus: AJl, maxke eciu MoylydeH OTpUUATEIbHBIM pe3yibTaT (A 3Toro Tpedyercs
MPOBEJICHUE UCCIEA0OBaHUS Ha BEIOOPKAX, HACUMTHIBAIOIIUX THICSIYA UHIUBUIYYMOB). C
JIpyroi CTOpOHBI, eciu nokazaHa accouunanus OHII ¢ TopnuaueiM Teuenuem AJl nipu
TaKOM TOJIXOJI€, TO MOBBIIIAETCS BEPOSITHOCTh €€ BOCHPOU3BEACHHS B MOCIEAYIOMINX
UCCJIEI0BAHMSIX.

Tperbs rpynmna — nauuentsl ¢ AJl B aHamHe3e ¢ LieTMaKUeH/alepruyeckon
sHTEeponaTueil — Obl1a chopMHUpPOBaHA C LIETBIO OLICHUTH sBisieTcs Ju AJl Mapkepom
LEeINaKUU WM aJlJIeprUYecKOd SHTEpONaTHH, a TaKXKe MOHAThH CJIENYET JIM BKIKYaTh B
iaH oOCJeAOBaHMsS HUCKIIOUYEHHUE J[IaHHBIX 3a00JIeBaHMM KaK NPUYHUHY Pa3BUTHUS
topriugHoro teueHus: AJl. CoriacHo pe3ynbTraTam, MOJy4eHHbIM B 3anajaHoit EBpore,
cpenu Jaxe cyOknuHu4Yeckux ¢Gopm 1enuakuu, uactota AJl mnosbimenHa. Ha
tepputopur  HoBocuOGupckoil 0061acT KOJWYECTBO MALMEHTOB C YCTAHOBJIEHHBIM
JIUArHO30M  LIEJMAaKUK/aJIJIEPTUYeCKOM HJHTEPONaTUM HEBEJIMKO M HE TO3BOJISIIO
MOJIYYUTh JOCTOBEPHBIC pe3yJbTaThl. /(151 BBHIMOJIHEHMS] NOCTABICHHOW 3a7a4yld PEKTOp

I'bOY BIIO HI'MY MunucrepctBa 3apaBooxpanenust PO obpatuics 8 ®I'BY PIKb
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M3 PO u B I'BY MAI'KB /I3 r. MockBbl ¢ opuiuaibHOM Npock0oil 0 coaeicTBuM B
pElIeHUH TOCTaBJIECHHOM 3adaud. bbI1 NpoBeneH peTpOCHEeKTUBHBIA aHANIU3 KapT
MAMEHTOB 3a TOCJIEIHHE 3 rojla, KOTOpbIE TMOCTYNAlW JJIsI MCKIIOYEHHS WIIN
MOATBEPXKACHUS IEJIMAaKUU B OTHCJICHUS JaHHbIX yupexzaeHuil. Yacts nereit
MPOXOJIUIU 00CIIeJOBAaHUE BIEPBbIC, a YACTh MOCTYNHJIA MOBTOPHO /AJI MOCTAaHOBKHU
OKOHYATEJIBLHOTO JMAarHo3a Mocie coO0JtoieHus] 0e3TI0TEHOBON JAMEThl WM Harpy3okK
TJIFOTEHOM Ha Pa3HbIX BPEMEHHBIX JTarax.

boutn mpoananu3upoBaHbl UCTOpUM OoJie3Hel 377 MalMeHTOB ¢ YCTaHOBJIECHHBIM
JUArHO30M LIEJIMAKUH WM AJUIEPTUYECKON SHTEPONATHHU B BO3pacTe OT 2 MECSUEB A0
10 ner. OcHOBHO# sguarHo3 0a3upoBajCsd Ha JAaHHBIX SHIOCKOIHH, THCTOJOTHHU C
MOP(QOMETPUUYECKUM HCCIIEJOBAHUEM OMONTATOB CIU3UCTOM OOOJIOUKH TOIIEW KUIIKH,
OTNpeJIeIeHUH TUTPOB aHTUTeNn kiacca I1gG (MMMyHO(pEpPMEHTHBIM METOIOM) K PSIY
MUIIEBbIX AHTUTEHOB (TJIOTEHY, O€likaM KOPOBBETO MOJIOKA, OBAJILOYMUHY, PHUCY,
KyKypy3e), ypoBHsi obmiero IgE, ¢ yuyeTom MIUTETBHOCTH M CTPOrOCTU COOJIIOACHUS
0e3rnoTeHoBOM JueThl. KpurepueM ycTaHOBIEHMSI OMAarHo3a UEIMaKUM CIYKUIIO
HaJIM4Me KIMHUYECKUX TMPU3HAKOB CTOMKOM HEMEepEeHOCUMOCTH TJIIOTEeHa U
cnenupuyecKux MopQpoIOTHUYECKUX U3MEHEHHUM CIM3UCTOW 00O0JIOUKM TOHKOM KHIIKH.
Bcem octaBmmMMCs Ha OCHOBaHUM ONpPEAEIEHUS TUTPOB aHTUTEN Kiacca 1gG k psany
MUIIEBbIX AHTUTEHOB W ypoBHA obOmiero IgE BbicTaBisiics AMarHo3 amiepruyeckoi
HHTEPONATHUH.

VYYUTHIBANUCH CIEAYIOIIKME MapaMeTphl: *Kajao0bl, KIMHUYECKAass CUMITOMATHKA,
nabopaTopHble MoKazarenu u Hanuuue AJl, ero BeIpaKeHHOCTh PU MOCTYIJICHUU U Ha
MOMEHT BBITUCKH MarueHToB. [Ipu mocTymniaeHuu aeTeil B crairoHap, 10 Ha3HAYEHUs Yy
HUX O€3TIII0TEHOBOM AUETHI, KAK OCHOBHAs *kanoba puKcHpoBaiach JJIUTEIbHAS JUapest
W/WIM  JIpyTUe KeyJOYHO-KUIIEYHbIE CHUMIITOMBI: HApyIIEHUs amnmeTruta, Ooilu B
KUBOTE, YBEJIMUYEHUE >KUBOTA WIM METEOPU3M, CPBITMBAHUA U PBOTA, NoJudexanus.
OCHOBHBIMH KJIMHUYECKUMHU MPOSIBICHUSMH ObUTH K€y 1I0YHO-KHUIIIEYHbIE CUMIITOMBI B
COUYETAaHUU C 3aJIEPKKON (PU3NUECKOro pa3BUTHUs (FMIOTPOQUs, OTCTABAHHE B POCTE).
bouta cnenaHa MOMBITKA YCTAaHOBUTH CBSI3b MEX]Y BBIPAKEHHOCTHbIO KIMHUYECKON

KapTUHbI LCIHAKUU H eé MaHI/I(i)CCTaLII/II/I C Ha4YaJIOM H TAXKCCTBIO AI[ ITonwiTKa
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paccuutath TsxkecTh TeueHuss AJl mo maaekcy SCORAD, Ha OCHOBaHMM ONUCAaHHS U
O00BEKTUBHOTO OCMOTpa Bpaya MpHU MOCTYIUIEHWU MallMEHTa B CTAllMOHAp, HE Bceraa
MPEACTaBINIOCh  BO3MOXHBIM. [lo3TOMYy  OlLIEHMBaiCs  TOJBKO CYOBEKTHUBHBIN
nokasarenb coctosiHusi: AJl pacnmpocTpaHeHHbII B cTtaguum  oboctpenus, Al
pacnpocTpaHeHHbIH BHEe o0ocTpeHus, AJl B KpymHBIX CKIaakax ¢ oboctpenueM, AJl B
KpYHHBIX CKJIaakax 0e3 obocTpenus, Al B anamHese.

B 3-it rpynmie 6610 377 netei, U3 HUX C YCTAaHOBJICHHBIM JUArHO30M IETHAKUS
okazanoch 246 deioBek, a ¢ amiepruueckoid sHTeponatuei — 131 pebGenok. s
aHanu3a OHU ObUTM pasliesieHbl Ha 4 MOArpyMIbl: 1-51 — ¢ YCTAHOBJIEHHBIM JIMarHO30M
nenuakus — 222 pebenka (58,9 %); 2-1 — ¢ YCTaHOBJICHHBIM JHMArHO30M IICJIMAKUS U
HamuuueM AJl — 24 peGenka (6,4 %); 3-1 — C YCTAHOBJICHHBIM JUArHO30M
ajuieprudeckas sHTepormatus — 42 (11,1 %); 4-1 — Cc yCTaHOBJIEHHBIM JUArHO30M

ajuieprudeckas aHTepornatus ¢ AJl — 89 aereit (23,6 %).

2.2 MeToabl MOJIEKYJISIPHO-TEHETHYECKOT0 AHAJINU3A

Ilooecomosxa npenapamos JJTHK

Okcrpakuus JHK w3 kpoBu mnpoBogunack MeTOAOM  (PeHOI-XI0pOoPOpMHOI
skcrpakuuu [34]. K obpasuy kpoBu nobaisuim 5-6 oobemoB Oydepa A (10 MM Tpuc-
HCI, pH=7,5; 10 MM NaCl; 3 MM MgCl,) u pactupanu cryCTKA B TOMOTE€HH3ATOpE.
Ocanku, moyueHHble UeHTpudyrupoBanueM mnpu 2500 g, TPOMBIBAIA  TBAXKIbI
oydepom A u pecycnenauposanu B 0,5 mi Oydepa B (10 MM DJITA; 100 MM NaCl;
50 MM Tpuc-HCI, pH = 8,5). [locne mob6asnenuss SDS no 0,5 % u npotennassl K g0
200 mkr/mi cMech MHKyOUpoBaiu 2 yaca nipu 65 °C, wimn B Teyenue Houu mipu 37 °C.
JlempoTenHU3AINIO TPOBOIMIIH TTOCIIEAOBATEIEHO BOIOHACKHIIIICHHBIM (DEHOIOM, CMECHIO
dbenon-xnopodopm (1 : 1) u xmopopopmom. Ocaxnenue JJTHK npoBogunu noGaBieHueM
pactBopa NHsAc nmo 25 M wu 2.5 V osradona. Ocafok, MNOTy4YECHHBIN
neHTpudyrupoanreM Ha MukporeHtpudyre «Eppendorfyy B Teuenume 10 MuHYT,
npombiBan 70 % STaHOIOM M PacTBOPSUIM B BOJE M J0BoaMIM KoHIeHTpanuio JJHK mo

0,5 MKI/MKIIL.
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T'enomunuposanue mymayuu 2282del4 (rs558269137) 6 cene gunazepuna FLG

Ananu3 Ha Hanmnuue myTtanuu 2282del4 (rs558269137) B mepBoM MOBTOPE IK30HA
3 rena ¢uiarrpuna BeinonHsuics npu nomoinu [P ¢ ¢uankupyromuMu uccienyemslil
palioH NpanMepamu:

5°- TCCCG-CCACC-AGCTC-C-3" — npssmoit mpaiimep

5°- GTGGC-TCTGC-TGATG-GTGA-3" — oOpaTHblii Ipaiimep

Venosus ITHP (31 uukn): menaryparus 30 cek npu 95 °C; omxur 30 cek npu
64 °C; cunres 30 cek npu 72 °C. PeakipioHHasi cMechb 06beMoM 12,5 MKII cojiepskaa:
75 MM Tris-HCI, pH = 9,0; 20 MM (NH4)2S04; 0,01 % Tween-20; 1 MKJI TOTaqbHOM
JHK; o 0,5 MmxM kaxgoro npaiimepa; 1,25 MM MgCl12; 0,5 mM kaxnoro uz dNTP;
0,5 en. axt. Taq-AHK-nonumepassl («Cubu3um», r. HoBocubupck). Pesynbratsr [P
aHanu3upoBanu aekrpodopezom B 10 % monuakpuiaMUIHOM Telie ¢ MOCIEAYIOIUM

OKpaIIMBaHHEM OPOMUCTBIM 3TUIUEM (PUCYHOK 3).

[Ipumeuanus: 1, 5 — rerepo3uroTsl; 2, 4, 6 — TOMO3UTOTHI 110 UHCEPLUHU; 3 — TOMO3UIOTa IO

JACICIIUH.

Pucynok 3 — DnexrpodoperpaMma pe3yabTaTOB FEHOTUIIMPOBAaHUS 00pa3LoB Ha

Hanuuyue myTanuu 2282del4 B rene ¢punarrpuna

B ClIydac TOMO3UI'OTHOIO TCHOTHUIIA II0 OTCYTCTBHIO IOCICIUU (‘IaCTaSI

roMO3UroTa) obpasyeTrcss MpOAYKT JIMHOM 198 m. H., a B cCiiydae TOMO3HUTOTHI IO
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Aenenuuu (MyTaHTHOM TOMO3WUIOThl) — MpOAYKT anuHoil 194 m. H. T'erepo3urora
XxapakTepusyertcs 1ByMs pparmentamu o 198 u 194 . H. COOTBETCTBEHHO.
Jns  BepuuUKaUd METOJUKM TE€HOTHUIUPOBAHMS 4YacTh o0O0Opa3loB Oblia
CEeKBEHHpOBaHa Ha aBroMathyeckoM cekBeHatope ABI Prism 310 (¢upma Perkin-

Elmer, CIIIA) o npoTokoay (puUpMbI-U3roTOBUTENS (PUCYHOK 4).

A - HOpMa U roMOo3uroTa 1o acjacunu
T —

TCAGAAGACTCAGACACACAGTCAGTGTCAGGCCATGGACAGGC

140 150 160 170
TCAGAAGACTCAGACACACAGTCAGTGTCAGGCCATGGACAGGL

TCAGAAGACTCAGACACACAG----TGTCAGGCCATGGACAGGL

b — HopMa (roMo3UroTa 1o HHCEPIMM)

B - reTCpo3uroTa 1o ACjICuun

‘l“ LA m,n
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I - MYTaHTHaJd TOMO3UT'0Ta

&1&‘.}

Pucynok 4 — Pe3ynpTaThl ceKBEeHUpOBaHUs 00pa3ioB 1o mytanuu 2282del4

Aﬁ\ m&_’."\

T'enomunuposanue mymayuu R501X (rs61816761) 6 eene FLG

Ananu3z Ha Hanmuuue myTtanuu R501X (rs61816761) BONM3M Hadalia MepBOTO
MOBTOpa B 9K30HE 3 reHa ¢uiarrpuHa nposojuics ¢ nomoipsto [P ¢ nocnenyrommm
[TIP®-anamu3zom. [liis1 3TOro MCHOJIB30Bad SHIAOHYKIIE€azy pectpukuuu Rsal
(«Cub2n3uM», T. HoBOCHMOUpPCK).

[Ipaiimepsl ¢ BBEAEHHBIM CAWTOM PECTPUKLUUU IS aMIUTM(DUKAIUU HYKHOTO
dbparmenta JIHK anmunoit 129 n. H. BKITtOUanu:

5- TCGCA-CCACG-AGCAG-GTA -3" — npamoii mpaiimep

5'- ATTTA-CCGAT-TGCTC-GTGG -3 — oOpaTHblii paiimep

[lonGop CTPYKTYphl MpaliMepoB MPOBOJAMIM C TOMOIIbIO KOMIBIOTEPHOM
nporpammsl Vector NTIS.2.

Venosust TP (33 nukina): penaryparms 30 cex mpu 95 °C; omkur 30 cex npu
62 °C; cuntes 30 cex npu 72 °C. PeaknmoHHass cMech 00BEMOM 25 MKIJI COjepiKaia:
75 MM Tris-HCI, pH = 9,0; 20 MM (NH4),SOy4; 0,01 % Tween-20; 1 Mkxa ToTadbHOU
JHK; nmo 1mMxM xaxnoro mpaiimepa; 2,5 MM MgCly; 1 mM kaxmoro uz dNTP;
1 en. akr. Tag-JAHK-nonmumepassl («Cub3H3um», 1. HoBocubupck). Pectpukuus
IPOBOJMIACH B CTAHJAPTHBIX YCIOBHSX C 5 ei. akT. pecrpukrassl Rsal mpu 37 °C B
TedeHue 12 yacoB. Pe3ynbTarbl pecTpUKIMU aHAIU3UpOBaIM 3JeKTpodope3oMm B 4 %
MOJIMAKPUIIAMUIHOM Tejie C TMOCJIEAYIOUMM OKpallluBaHUEM OpOMUCTBIM JSTUIUEM

(pucyHOK 5).



[Ipumeuanue: 1 — rereposurota no neneruu R501X.

Pucynok 5 — DnextpodoperpamMmma pe3yabTaToB T€HOTUITUPOBAHUS 00pa3LoB MO

nonmumopduzmy R501X B rene ¢unarrpuna FLG

3a cuér Hanmuuua B ammumduuupyemom ydactke JIHK caiita pectpuxkuum ot
npoaykTa amrudukanuu pazmMepom 129 m. H. orpesaeTcss GparMeHT pa3MepoM OKOJIO
20 m. H. B cnyuyae rereposurotel mo myrtanmuun R501X oOpasyercs Tpu ¢parmenta
nmuaor 129, 109 u 20 m. H., a B ciy4yae pacnpoCTpaHEHHONM TOMO3WUIOTHI — JIBa
¢dbparmenta amuHor 109 u 20 n. H. (bparment 20 1. H. HE BUACH BCJICACTBUE HU3KOU
MOJIEKYJISIPHOM MaccChl).

Jlns  Bepudukanuym METOJUKH TEHOTUIIMPOBAHMUS dYacTh 00pasloB ObLia
CEeKBEHHpOBaHa Ha aBTOMatnueckoM cekBeHatope ABI Prism 310 (dupma Perkin-

Elmer, CIITIA) o npoTokoay GupMbI-U3roTOBUTENS (PUCYHOK 6).

A — HOpMaJIbHasg TOMO3UTOTa
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b — rereposurora no myrauuu R501X

Pucynok 6 — Pe3ynbpTaThl cekBeHUpOBaHUsS 00pa3ioB 1no mytamuu R501X

T'enomunuposanue norumopgusma 494/G (rs231775) 6 cene CTLA4

Ananuz nonumopdpuzma A49G (rs231775) B mepBom sk30He reHa CTLA4
npopoauwnu ¢ nomompto 1P ¢ mocnenyromum pacmeriennem I[P npoxykra
sHpoHYyKeazon  pectpukuuu  PspEl  («Cu6Dn3um», 1. HoBocubupck). Jlus
amruukanuu HyxkHoro ¢parmentra JIHK nnuuoit 153 m. H. OBUIM HUCIIOJB30BaHbI
IpanMepsl:

5'- AAGGC-TCAGC-TGAAC-CTGGT - 3" — npsaAmoii npaiimep;

5°- CTGCT-GAAAC-AAATG-AAACC-C - 3" — obparnbiit paiimep [56].

Venosust TTHP (31 mukn): genaryparust 30 cex mpu 95 °C; omkur 30 cek mpu
59 °C; cunte3 30 cex mpu 72 °C. PeakumoHHass cMech 00beMOM 25 MKJI cojepiKaa:
1,5 mxn TotanpHOM JIHK; 75 MM Tris-HCI, pH = 9,0; 20 MM (NH;4),SOy4; 0,01 %
Tween-20; o 2 MmkM kaxpgoro npaitmepa; 2,5 MM MgCly; 0,2 MM kaxaoro uz dNTP;
1 en. akr. Tag-JHK-nnonumepassbi.

Pectpukuus npoBoauiachk B CTaHAAPTHBIX YCIOBUAX € 10 €. akT. pecTpHUKTa3bl
PspEI ipu 37 °C B Teuenue 12 yacos. Pe3yabTaThl peCTPUKIMN OIIEHUBAIM C TIOMOIIBIO
anekTpodopesa B 4 % MNOIUMAKPUIAMUAHOM Teje C IMOCIEAYIOUIUM OKpallliBaHHEM
OpOMUCTBIM 3TUUEM.

3a cder Hamuuyus B HopMe B ammumpuuupyemom yuactke JIHK caiita
PECTPUKIIMU OT MPOJYKTa aMIUTMpUKauu pasmepoMm 153 m. H. oTpe3aerca (pparMeHT

pasmepom 18 1. H. B ciyuae aukoil romo3uroThl (reHoTun AA) oOpasyeTcs IBa
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¢parmenta mmuHod 135 u 18 m. H. Ilpu wammuuum OHII A49G cailt pectpukiuu
UCYe3aeT, W MPOAYKT aMIUIM(HUKalMKM HE pa3pe3aercs, TaKuM oO0pa3oM, MyTaHTHas

romo3urora GG xapakrepusyercss OAHUM (parmeHTom aiuHOM 153 m.H., a

rerepo3urora — ¢pparmernramu no 153, 135 u 18 n. H. (pucyHok 7).

1 23456789 10

[Ipumeuanus: 1, 5, 6, 9 — reTepo3uroThl IO OTHOHYKJIEOTUIHON 3ameHe A—G (renotun A/G);
2,4, 7, 10 — TOMO3UTOTHI MO OAHOHYKJICOTHAHOUN 3aMene A—G (renotun G/G); 3, 8§ — TOMO3UTOTHI

nukoro tuma (reHotun A/A).

Pucynok 7 — Onextpodoperpamma npoaykrtos 1P ¢dparmenta rena CTLA4,

00paboTaHHbIX SHAOHYKJI€A301 pecTpukiuu PspEl

Jns  BepuuUKaUd METOJUKM TE€HOTHUIUPOBAHMS YacThb O00pa3loB ObLia
CEeKBEHHpOBaHa Ha aBroMatuyeckoM cekBeHatope ABI Prism 310 (¢upma Perkin-

Elmer, CIIIA) o npoToKoay (pUpMbI-U3TOTOBUTEIIS.

T'enomunuposanue norumopgusma-511C/T (rs16944) cena IL1B

I'enorunuposanue nonumopduszma -511C/T (rs16944) rena [L1B BoinonHsiiu no
MeToauke, onucanHoi D. Zhang u coasrt. (2007) [57]:

S-TGGCATTGATCTGGTTCATC-3 — npsimoii nipaiimep,

5-GTTTAGGAATCTTCCCACTT-3 — ob6patHblii paiimep.

Yenosus TTHP: 95 °C 1 minute; 30 cycles of 95 °C 30 sec, 55 °C 30 sec, 72 °C
30 sec. Peakimonnas cmecb o0beMoM 25 Mki conepxana: 1,5 mxn totansHoi JIHK;

75 MM Tris-HCI, pH = 9,0; 20 MM (NH,4),SOy; 0,01 % Tween-20; mo 2 MkM Kaxx10ro
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mpaiimepa; 2,5 MM MgCl,; 0,2 MM kaxmoro w3 dNTP; 1 en.  akr.
Tag-JIHK-nonumepasel. K TP npoaykram no6aBisiachk SHAOHYKIIEa3a PECTPUKIIUH
Ama871 (Cubsn3uM, Poccust). Pesynbrar onenuBaics mocie aiektpodopesa B 4 %
noyivakpunaMugHoM rene u okpacku 0,1 % O6pomucteim staueM. Pazmep npoaykra B

304 1. H. coorBercTBOBaN T aymmiemto, 190 u 114 . H. — C anneno.

T'enomunuposanue norumopgusma -174G/C (rs1800795) cena IL6

I'enotunupoBanue noaumopdusma -174G/C (rs1800795) rena IL6 BbmosnHAIN
O CIIEAYIOIIEeH METOANKE:

5-AGCCTGTTAATCTGGTCACTGAAAA-3 — nipsamoit paiimep,

5-TGTGCAATGTGACGTCCTTTAGAAT-3 — o6patHbIil paiimep.

Yenosus TIHP: 95 °C 1 minute; 30 cycles of 95 °C 30 sec, 57°C 30 sec, 72 °C
30 sec. K IIIP mpoaykram gobapisiiack 3Hn0Hykiea3a pectpukuun Hinfl (Cubsu3um,
Poccust). Pesynbrar onenuBaics nocie anekrpodopesa B 4 % NoJuakpuIaMUuIHOM rese

u okpacku 0,1 % GPOMHUCTBIM TUIUEM.

T'enomunuposanue VNTR nonumoppusma (rs2234663) cena ILIRN

I'enotunupoBanue VNTR nonumopdusma (rs2234663) rerna ILIRN BoinonHsiiu
1o cieayroueit meroauke [133]:

5- CTCAGCAACACTCCTAT -3 — npsamoii npaiimep,

5- TCCTGGTCTGCAGGTAA -3 — oOpatHblii mpaiiMep.

Yenosus TTHP: 95 °C 1 minute; 30 cycles of 95 °C 30 sec, 58°C 30 sec, 72 °C
30 sec. Pe3ynbTat orneHuBascs mocie 3ekrpodopesa B 4 % noauakpuiiaMuaIHOM Telie U
okpacku 0,1 % Opomucteim stuauem: 410m. H. (Al, 4 mnosropa), 240 mH (A2,
2 moBtopa), 325 mH (A3, 3 moBropa), 500 mH (A4, 5 moBropoB) u 595 mH (A5,

6 IOBTOPOB).

T'enomunuposanue nonumopguzma 7488T/C (rs763780) eena IL17F
I'enotunupoBanue nonumopduszma 7488T/C (rs763780) rena IL17F BoimonHsiu

110 CJICI[YIOI.HCIZ MCTOOUKC:
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5- TGCTCTGTTTCTTTCCAGTTGGA -3 — nipsimoit mpaiimep,
5- GTGGATATGCACCTCTTACTGCCCA -3 — obpatHbIii ipaiMep.
VYenosus TIHP: 95 °C 1 minute; 30 cycles of 95 °C 30 sec, 57°C 30 sec, 72 °C
30sec. K IIIP mnponykram pnobaBnsiiach BdHAOHYKiea3a pecTpukuun BssT1I
(Cubsn3umMm, Poccust). Pesynbrar oueHuBancs rmocie aaekrpodopesa B 4 %

MOJIMaKpUIaMUIHOM resie U okpacku 0,1 % OpOMUCTBIM 3THIUEM.

2.3 XpomaTorpaduieckoe uccjieJ0BaHNEe MOYHU

B mMeaumnuHe mnpu KIMHUKO-Ta00pAaTOPHBIX HCCIEIOBAHHUSAX YacTO BO3HUKAET
HEO0OXOJUMOCTh TPEABAPUTEILHOIO BBIJCICHUS aHATU3UPYEMBIX BEILECTB, OTACICHUS
WX OT JAPYruX KOMIIOHEHTOB, HaXOJAIIMXCI B HCCICIYEMOM OHOJIOTMYECKOM
Marepuaine. s 3Tux 1esned yaiie BCero HMCHOJIBb3YIOTCS Takue (U3UKO-XUMHUYECKUE
METOJbI, Kak 2yiekTpodope3 u  xpomartorpadusi. Xpomartorpadpus — 3TO
(U3UKO-XUMUUYECKUN METOJ pa3/iesieHUs] KOMIIOHEHTOB JKUJKUX HWJIH Ta3000pa3HbIX
CMeceil, OCHOBaHHBI Ha pacHpeieiICHUU HUX MEXAY JABYMS HECMEIINBAIOUIUMHUCS
dazamMu, ogHAa M3 KOTOPHIX HEMOJBMIXKHA (CTallMOHApHA), Apyras — TOJBUXKHA H
HEMPEPHIBHO MPOTEKACT uepe3 HEMOABIXKHYI (a3y. PaznuuaioT aHaIUTHYECKYIO
xpomaTtorpaduio, HCIOJNB3YEMYIO0 JJIS aHallu3a COCTaBa CIOXHBIX CMeced, u
MpenapaTuBHYI0 XpomaTorpadguio, MPUMEHSEMYIO MJis BBIACICHUS WHIUBUIYATbHBIX
BEIIECTB. XpoMaTorpauyeckue METOJbl MCIONB3YIOTCS Ui pa3felieHUus XUIKUX U
ra3z000pa3HbIX, OPraHUYECKUX U HEOPTraHUYECKUX COSTUHEHHI pa3IMYHOI0 COCTaBa B
IIUPOKOM  HMHTEpBajie  KOHIeHTpanuid. ['paduk  u3MeHEHHs]  KOHIICHTpaIluu
PAcCTBOPEHHOI'O BEIIECTBAa Ha BBIXOJE M3 XpoMaTorpaduueckoil CUCTEMBbl Ha3bIBACTCS
xpoMartorpammoit [25]. B HacTosieit pabote cienaHa monbITKa MPeIyioXUTh eé OauH
0OBEKTUBHBINA METOT JIJISl Ja4M KOHKPETHBIX peKOMEHIalui nanuenty ¢ A/l mo guere.

B crannapTHBIi apceHan MeUKO-TeHETUUECKOM CITy>KObI elié ¢ KOHIa MPOIIIOro
BEKa BOIIJIM KauyeCTBEHHBIC, IMOJYKOJIMYECTBEHHbIE TECThl M XpomaTorpaduieckue
METOJbl  UCCIEOBAHUS, UCIIOJb3yeMble IS CKPUHMHTa UM Bepu(uKaIluu

HacieacTBeHHbIX Oone3neld oOmena Bemects (HBO) (IIpuka3 Munszgpasa Poccun ot
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30.12.1993 Ne 316) [30]. Hus cenektuBHOro ckpunuHra HBO B pyTuHHOM BapuaHTe
YCICIIHO HCHOJB3YIOTCS METOAUYECKHE TOJAXOJbl, pa3pabOTaHHbIE HECKOJIbKO
JECATUIETUI Ha3al, KOTOPBIE MO3BOJIAIOT BBISIBUTH OKOJIO 60 kinHnueckux Gopm HBO.
Mertoauyeckn mporpamMma pasjeiieHa Ha 2 4YacTu: 1) Habop KadyeCTBEHHBIX U
MOJIYKOJIMYECTBEHHBIX TECTOB, BBIMOJHAEMBIX C MOYOM oOcneayeMbix (YpUHOIU3UC);
2) 6ymaxkHast xpomartorpadusi aMUHOKHUCIIOT, CaXxapoB M MYKOIOJIMCAXapUI0B MOYU U
OyMaxkHasi xpomartorpadus aMUHOKHUCIOT KpoBH. Y 113 mamnueHToB U3 KIMHUYECKOUN
rpynnsl 1 ObUIO MPOBEAEHO UCCIeI0BaHHEe MOUU. XpomaTorpaduyeckoe uccieoBaHue
MOYHM TO3BOJSIET IMPOAHAJIU3HPOBATh, KAKUE KOMIIOHEHTBHI BBIBOASTCS U B KaKHX
KOJIMYECTBAX: HOPMA, IPEBBILICHUE HOPMbI WJIM TOSIBJIEHUE BELIECTB, KOTOPBIX B HOPME
HE JOJDKHO OBITh B Mode. MeToabl cTaHAapTHHIE MOJPOOHO OINKCAHBI B CHPABOYHOM

nocooun K. J[. Kpacnonomnsckoii B 2005 roay [20].

Kauecmesennvle u nonykonruvecmeenHvle mecmol

[Ipo6ba Ha rumnepamuHoanuaAypuro. TpeboBanus k mpoOe. Moua, ciydaiiHas
npoba (0e3 KOHCepBaHTOB). 3aMOPO3UTH MPOOY B TeueHUe 3 yacoB mocie coopa. Moryt
MOBBIIATHCS npu BUPYCHOM rernaTure, MHO>KE€CTBEHHOM MUeIoMe,
TUIeprapaTUpeouiu3mMe, BHTaMHH JI  JDeQUIIMTHOM  paxWTe, OCTEOMAJAIUH,
BPOXICHHOUN HETIEPEHOCHMOCTH bpyKTO3HI, rajJlakTO3eMUH, IUCTHHO3E,
renaTojJeHTUKYIsIpHOM jaereHepanuu (Oone3np Buibcona), Oonesnu XapTHyra,
OOJBIION TalacCeMUM, TMPOTPECCHBHOW MBIIICUYHOW TUCTPO(UH, HEKpPO3€ TCUCHU H
Uppo3e, OMIMAPHOM HUPPO3E, XPOHMUECKON MOUYEYHOW HEJOCTATOUYHOCTH, BHTAMUH
JI-pEe3MCTEHTHOM pPaxUTe, MHOTHX CHCIUPUICCKUX aMHHOAIUIYPHUIX, THA0CTHICCKOM
KeTo3e. B Moue 310pOBBIX B3pOCIBIX MPEOOIaal0T TIUIUH, CEpUH, allaHWH, TTIOTaMUH,
THECTUIVH U OeTa-aMUHOU30MACIsTHAsI KUCTOTa. Y JIHI, YHOTPEOISIONUX MsICO, MOTYT
MPUCYTCTBOBATh METWITHUCTHIWH W KapHO3WH, TOTJa KakK B MOYE HOBOPOXKICHHBIX
9acTo mpeodiaaeT TaypuH.

[Ipo6a benenuxra (pemyuupyromue BemiecTtBa). TpeboBanus k mpode. Moua,
ciny4aiiHas npo6a (0e3 KOHCEpPBAaHTOB). 3aMOPO3UTh MPoOy B TEUCHHE 3 YaCOB MOCIIEC

coopa. IlonoxwureneH npu 1000l NpPUYMHE TNIIOKO3YpUH, HOPMAIbHO IPOTEKAoLas
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OepeMeHHOCT, 3 TpUMECTp M Jaktamus (J1aKTo3a), TalakTo3eMusi (TajlakTo3a),
ACCeHIMaNbHas MEeHTO3ypus (NMEHTO3bl), MbllIeYHast AucTpodus (pubo3a), MIIaICHIIb,
HAXO/ISIINECS HAa ICKYCCTBEHHOM BCKapMJIMBAaHUU.

Tect ¢ xmopuaom xenesa. TpeboBanus k npobe. Moua, ciydaitHas npoOa (0e3
KOHCEPBAaHTOB). 3aMOPO3HUTH NPoOy B TeueHue 3 yacoB mociie coopa. [lomoxuTenpHbIi
pe3ynbTaT: KETOHypus, (EHWIKSTOHYpHUs, THpPO3MHEMHs (3eleHas  OKpacka),
TOMOTEHTH3WHYpHUsi  (CHMHe-3eJieHass  OKpacka), OOJIe3Hb  KJICHOBOTO  CHpoOIa
(cepo-3eneHas okpacka), MeaHoMa (cepasi, IEpexosIiasi B UepHYIO).

Tect ¢ LTAB. TpeboBanuss k mpobOe. Moua, ciydaitHas mpoba (6e3
KOHCEpBaHTOB). [lOJOKUTENBHBIN pe3yabTaT NpU MYKOMOJIWCaxapuao3ax (Tpymma
3a00JIeBaHUH, TMOPAXKAIONIUX COCIWHUTEIBHYIO TKaHb, COCYObl W  CYCTaBhl),
3a00/IeBaHUSAX  TIOYEK C  MYKONPOTCHHYpHEW,  BBIPAKEHHOM  Pa3pyIICHUH
COCTMHUTENFHOW TKaHW (OCOOEHHO TIPH paxuTe, CHUHAPOME MaiababcopOIuu ¢
OCTEOMAJISIIMEH, 3I0KAYECTBEHHBIX HOBOOOPA30BaHUSAX C OOIIMPHBIMH METAaCTa3aMH,
npu cuHapome Mapdana u 1.1.).

[Ipo6a CenuBanoBa (Ha (pykTo3y). TpebGoBanus k mpobde. Moua, ciaydaitHas
npoba (6e3 KoHCepBaHTOB). 3aMOpO3UTh NpoOy B TedyeHwe 3 4YacoB mociie coopa.
[TonoxuTenbHBIA  pe3ynabTaT: JCCEHIUalIbHas  (PYKTO3ypHs, HACIEICTBEHHOE
HapyIIeHNE TOJEPAHTHOCTU K (PPYKTO3€e, MEYCHOUHASI HEJJOCTATOUHOCTb.

Won-asunmas npo6a Ha nuctud. TpeGoBanus K npobe. Moua, ciydaiinas npo6a
(6e3 KOHCEpBaHTOB). 3aMOpO3UTh MpPoOy B TedueHHe 3 dYacoB Iocie coopa.
[TomOXUTENBHBIA pPE3yabTAaT MPU MUCTHHO3E, IUCTUHYPHH, ITUCTHHIM3UHYPHH, B
1 TpumecTpe 6epeMEeHHOCTH (BIIOCIEICTBUN YPOBEHB MMAJIAET).

DKCKpelus ¢ MOYOH 3aBUCHUT OT Bo3pacTta. OHA BBHICOKA B IMIEPBBIC MECSIIBI )KU3HH,
HO BIIOCJICJICTBUU yMeHbIIaetrca. [Ipu mUCTHHYpHUSAX Takke HAONIONAIOTCS BBICOKHE
YPOBHH aprUHUHA, OPHUTHHA W JIM3WH, HOKCKPEIHMS LUCTHHA B TMpeaesaX HOPMBI
OTMEYaeTCs MPH JIBYOCHOBHBIX aMUHOAITUIYPHSIX.

[Ipo6a CynkoBuua (Ha kanbiuii). TpeboBanus k mpode. Moua, citydaitHas npooOa
(6e3 koHCcepBaHTOB). 3aMOPO3UTH MTPOOY B TeueHue 3 yacoB mocie coopa. [loBrieHHOE

BBIACJIICHUC KAJIBIIUA B MOYC BCTPCHACTCA IIPHU YBCIIMYCHHOM IMPUCMC KaJIbIIUsA C nmueﬁ
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VI TIOBBIIIICHHOH ero peadcopOIuu B KUIIEYHUKE (TIepeao3npoBKka BuTamuna Jl); mpu
TyOyJIApHBIX pacCTpoiCTBaX (MAMOMATHYECKAss TUMEPKATBLUYpUS — TIOHWKCHHAS
oOpaTHasi peaOcopOuus Kalbls; MOYEYHbIE TYOYJSpHBIE allMI03bl — HEJOCTATOYHOE
BbIieTieHHe H+ oTuacTh KOMIIEHCHpYeTCsl yCHIICHHBIM BhigenenneM K+ u Ca+t); mpu
pacmane KOCTHOM TKaHM (THmepnapatupeonansM, ¢ocdaTHpl amader, Muenoma,
OCTEOIOPO3, KOCTHBIE OITYXOJIH, THPEOTOKCHKO3).

[Ipo6a ¢ 2,4 -IH®I" na xerokucnorsl. TpeboBanusa k mpode. Moua, crnyyaiiHas
npoba (6e3 KOHCepBaHTOB). 3aMOpO3UTh NpoOy B TedyeHHe 3 4YacoB mocie coopa.
[TonoxxuTenbHBIA pe3ynbTaT MpH (EHUIKESTOHYPUH, TUCTHIWHEMHUH, HapYIICHUH
BCACBIBAHMS  METHOHWHA, THUIEPIIMIMHEMHS, T[JIHKOTEHO3bI,  JIHa0ETHYECKOM
KETOaIn103€e, KETOHYPUHU APYTOTO MPOUCXOXKICHUSI.

[Ipo6a Ha mposuH U JIp. aMUHOKUCIIOTHI. TpeboBanus k nmpode. Moua, cinyyaiinas
npoba (6e3 KOHCepBaHTOB). 3aMOPO3UTH MPoOy B TeueHue 3 yacoB mocie coopa. ¥ 5 %
3MIOPOBBIX JIIOJIE HAONIONAeTCsl JIeTKash TUIEPIPOIWHEMUS. YPOBEHb MPOITHHA
MOBBIIICH JMIIb B 3-5pa3 Mpu TUNEPNPOIMHEMHUH | THIa TO CpPaBHEHHIO C
10—15-kpaTHBIM TOBBIIIEHUEM TMPH THUIEPIPOJMHEMUU 2 ThMA. BBICOKHE YpOBHH
THJIPOKCHUIIPOJIMHA W TIUIMHA HAOMIONAI0TCA TIPU UMHUHOTIHIMHYpUsAX. [loBbimeHHOE
BBIJICJICHHE MPOJMHA B MOYE BCTpPEYACTCA TakKe MPH KapIUHOUIHOM CHHAPOME,
remaToICHTUKYIIIPHOU JIeTeHEPAIIHH.

Tect Ha TOMOTEeHTH3MHOBYIO KUCIOTYy. TpeboBanus k mpode. Moda, ciydaiiHas
npoba (6e3 KOHCEepPBAHTORB). 3aMOPO3UTh MPOOY B TeueHUue 3 yacoB mocie coopa. Tect
MOJIOKUTENBHBIN NP aTbKaNTOYPHH, a TAKKe TPU TMpUeMe MpenaparoB (CaTHIIIIATOB,
(heHOTHAa3UHOB, JIEBOJI0TA, aCKOPOUHOBOM KHUCIIOTHI)

Tect Ha KcaHTYypeHOBYIO KHCIOTy. TpeboBanus k mpobe. Moua, ciydaiiHas
npoba (6e3 KoHCepBaHTOB). 3aMOpO3UTh NpoOy B TedyeHHe 3 4YacoB mociie coopa.
Peaknus mosjoxuTenbHas (OCaJOK 3€JICHOTO IBETa) MpH HApyIICHHH METa0ou3Ma
TpuntodaHa, aJuieprogepMaTosax.

Tect Ha mens. TpebGoBanus k mpoOGe. Moua, ciydaitHas mpoOa, coOupaTh B
IUIACTUKOBBIM WJIM TPOMBITBIM KHUCJIOTOW CTEKISAHHBIA KOHTECWHEp, TMOJKHUCIUTH C

nomotisio HC1 go pH 2,0. 3amopo3uts nipody B TeueHue 3 vacoB mocie coopa. Tect
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MOJIOKUTENBHBI Tipu  Oone3Hn Bunbcona-KonoBanoBa, OwuimapHOM — IIHPpPO3E,
PEBMATOMJIHOM apTpPUTE, MPOTCHHYpPUHU. VcclemoBaHWE MOYH IOJIE3HO TOJIBKO JIJIS
JTUArHOCTUKH WJIU OIICHKH JICUCHHUS MpHu O0oJie3Hn Bunbcona-KonoBanona.

Tect na pH ™oum. TpebGoBanust k mpobGe. Moua, ciyuaiiHas mpoba (0e3
KOHCEpPBaHTOB). 3aMOpPO3UTH P00y B TeueHue 3 yacoB mociie coopa. CpeaHue 3HaUCHUSI
5-6. TloBbImIaeTcss MpU TUETE C BBICOKUM COJIEpP)KaHHEM (PPYKTOB M OBOIIEH, 0COOCHHO
[IUTPYCOBBIX; META0OJIMUECKOM alKalio3e 0e3 MCTOIICHHUS 3amacoB Kaws, JITUTECIHHON
pBOTE, PECHUPATOPHOM  alKajio3e, WHQGEKIHMIX MOYEBBIX IyTEeH, BBI3BAHHBIX
MHUKpPOOPTaHU3MaMH, PACHICIUIIONIMMHA MOYEBUHY, TOCJIC NMpPHEMa NHINH, TOYCYHBIA
KaHAJBIEBbIM arumo3, cuHapoM @Oankonu. CHWXKAETCS TPU JUETE C BBICOKUM
COZepXKaHWEeM MSCHOrO OejKka WM KIIOKBBI, METa0OoJIMuecKuil anmmo3 (amaber),
PECIIMPATOPHBIN anua03, ToJoaHue, TshKenas quapes. [lpu crossHum oOpasia 3HaYCHHE
pH wMeeT TEHACHIIMIO K YBCJIWYCHHWIO BCJICACTBHE OOpa3oBaHUS aMMOHUS
MHUKpOOpTraHu3MaMu. Moda, cojieprKalias TiI0K03y, MOKET UMETh CHIKEHHBIC 3HAUYCHUS
pH, TIOCKOIBKY MHKpPOOPTaHM3MBI META0OIU3UPYIOT TJIIOKO3Y, 4YTO BEIET K
HEBO3MOXKHOCTH onpeaeneHust pH B oOpasie. [loBeimenne pH 10 9 cBUAETENBCTBYET O
HEIMPaBWIBHOM COXpaHeHHH oOpasma. [lpum OaktepuanbHbIXx WHpeknusx pH Moxker
U3MCHSTHCS B JIOOYIO CTOPOHY B 3aBHCHUMOCTH OT XapaKTepa KOHEUHBIX MPOJYKTOB
OakTepuampHOro Metabonm3ma. IlocTosSsHHO KHciaas Mo4ya MOXKET YKa3blBaTh Ha
MPEaPacIoNoKEHHOCTh K 00pa30BaHUIO KaMHEH M3 coJiell MoueBoi KUCIOTh. Hambomnee
HU3KHUC 3HadeHUs pH yTpom Haromak u HamOoJjee BBICOKHE mocie efpl. IlocTosHHBIC
3HaueHus pH 7-8 MO3BOAIOT IPEITOIOKHUTD HATHYNE MHPEKIIMA MOUYEBBIX ITyTEH.

TpeboBanus k npode. Moua, ciydaitHas npoba (6€3 KOHCEpBAHTOB). 3aMOPO3HUTh
npoOy B TeueHue 3 yacoB mocie cOopa. [loBeimaercs mpu ¢Gu3MYeCcCKOl Harpyske,
aKpoOMETalIui, TUTaHTHU3ME, caxapHoM nauabere, WHQPEKIHMH, THIOTHPEO3e, MSICHOMN
numie. CHKaeTcss TPH THIEPTUPEO3e, aHEMUH, Mapainye, MBIIMICYHOW IUCTPOQUH,
3a00JICBaHUAX C YMCHBIICHHEM MBIIICYHOW MacChl (HalpuMep, HeWporeHHast aTpodus,
MOJIMMHO3UT W T.II.), BOCHAJIUTEIBHBIX 3a00JICBAaHUSAX C BOBJICYCHHEM MBIIIIII,
METa0OMMYECKUX 3a00JICBAaHUSAX C BOBJICYCHHEM MBI, Pa3BEPHYTOHW CTaIUuU

3a00J1€BaHMI TIOYEK, JICHKO3€, BEreTapuaHCKOM MHUIIIE.
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Ymounsiowue mecmuol

['MMKO3aMUHOTIIMKAaHBI U 3EKTpo(ope3 TIMKO3aMUHOTIIMKAaHOB. TpeGoBaHus K
npobe. Moua, cinydaitHas npob6a (6€3 KOHCEpBaHTOB). 3aMOpPO3UTH MPOOY B TEUCHUE
3 yacoB mocie cbopa. Omnpenensiercs KOJIWYECTBEHHBI W KadyeCTBEHHBIM COCTaB
INIMKO3aMUHOTJIMKAaHOB MOYH. [1010KUTENBbHBIA PE3YIABTAT IPU MYKOTIOJINCAXAPUIA03aX
(rpynmna 3aboieBaHUN, MOpPaXaIOUUX COCIUHUTEIbHYIO TKaHb, COCYIbI M CYCTaBbl),
3a00€eBaHUSIX  MOYEK C  MYKONPOTEUHYpUEH,  BBIPAKEHHOM  pa3pylICHUU
COCIMHUTEIBHON TKaHU (OCOOCHHO TIPU paxuTe, CHUHIPOME MajababcopOIuu C
ocTeoMassiuel, 3J10KaYeCTBEHHBIX HOBOOOPA30BaHUSAX C OOLIMPHBIMU METACTa3aMu,
npu cu"apome Mapdpana u  T.1.). Onekrpodope3  NHMKO3aMHUHOTIIMKAHOB
nenecoobpazen npu  nojoxuteabHoM Tecte ¢ ITAb wunu  moBBIIIIEHHOM
KOJIMYECTBEHHOM COJIEPKAHWUH ITIMKO3aMUHOTJIMKaHOB B MOYE.

TonkocnoitHast xpomaTtorpaduss aMHUHOKHCIOT Mo4u. TpebGoBaHusi K mpo0e.
Moua, cnydaitHas mpoba (6e3 KOHCEepBaHTORB). 3aMOPO3UTh MPoOy B TEUEHHUE 3 4acoB
nocJe coopa.

AJTIAHUH. IloBeliaeTcsi BbIACIEHUE NPU BTOPUYHOM MOJIOYHOKHCIIOM alliJ103€,
neduurTe NMUPYBAT-ACTUAPOreHa3bl U TIUKOTE€H-CUHTETa3bl, APYrUX 3a00JIEBAHUSIX C
MOBBIIIEHUEM MUPOBUHOTPAJAHONM  KHCIOTHI B IJ1a3Mme, Oosie3sHM  XapTHyIa,
TUCTUAMHEMHH, PEBMATOMJHOM apTPUTE, CBUHIOBOM WHTOKCUKanuu. [loBelmieHune
MOKET OBbITh PE3YyJIbTATOM 3arpsi3HEHUs MPOObI OAKTEPUIMHU.

APITMHUH. IloBbllmaercss BBIACIEHUE MPU JABYOCHOBHOM aMHHOAIUMAYPHUH,
LHUCTUHYPUHU, HIUCTUHO3E.

ACIIAPAI'UH. TloBbimaeTcst BblAedeHHE y OOJBHBIX C OXKOramMu, OO0JIE3HBIO
XapTHyna, [UCTUHO30M.

ACITAPATUHOBAJI KUCJIOTA. IloBrImIaeTCs BBIJICJICHUE pu
JTUKapOOKCHIBHON aMUHOAIUAYPHUH.

BAJIVH. TloBsimaercss BblAeAeHUE TPU OOJIE3HU KJIEHOBOT'O CHpoOMa, 00JIe3HU
XapTHymna, B TEpBbIA TpuMecTp OepeMEHHOCTH (BIIOCIEICTBHUM YPOBHM NaAalor),
TUNepBAIMHEMUH, Y OOJIBHBIX C 0’KOTaMH, NPU T€HEPATU30BAHHON aMUHOAIUAYPHUH.

ITMCTUJMH. IloBsimaercs BbIACICHUE MIPU TUCTUIMHEMUH, 00Jie3HN XapTHYIIA,
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0EepeMEHHOCTH, TeHEPATN30BaHHON aMUHOAIIMTYPHUH

[NIMOUH. TloBsimaeTcst BbIEICHUE TPU TUMIOTJIMKEMUH \ HUCTUHYPHUH, OOJIE3HU
XapTHymna, OEpeMEeHHOCTH, UMCTAaTHOHWHYPHUM, TIMUUMHYpHUH, cuHiapoMe Jko3eda
(TsDKEeNo  TPOJMHYpPUHM UM TUIPOKCUIPOJIUMHYpPUH), Y OOJNBHBIX C  OXOramw,
HEKETOTUYECKOM  TUIEPIVIMIMHEMHHM, CEMEWHOW  HMMUHOIIIMLIMHYpUH | Tuma,
FEHEPAJIN30BAHHON aMUHOALMAYPUH, IPONMOHOBOM aUMUIAEMUH, METWIMAJIOHOBOU
anuaemMuu, jaepunura KapbamowndocdarcuHTreTaspl, BUTAMUH D-pe3suCTEHTHOTO
paxura, peBMaTOUIHOTO apTPUTA.

['NIKOTAMHUH.  IloBblaeTcsi  BblAelieHHEe  Ipu  Oone3HW — XapTHYIa,
TE€HEePAIM30BaHHON aMUHOALUIYPUU, PEBMATOUIHOM apTPUTE.

I'NIIOTAMHWHOBAA KHUCJIOTA. IloBbIaercs BBIJICJICHUE npu
JTUKapOOKCHIIBHON aMUHOAIUAYPHUH.

I'OMOILIMCTHUH.  IloBbliaercs  BBIACIEHUWE  NPU  TOMOLUCTHHYPUH,
reHepalu30BaHHONM  amMuHoaumaypuu. I[lpu  roMouucTUHypu#, OOYCIOBICHHON
ne(UUUTOM IMCTAaTUOHUH-0ETa-CUHTEeTa3bl, B KPOBM M MOYE MOBBILIEHbI YPOBHU
TOMOIMCTUHA, METHOHMHA M Pa3JIMYHBIX CEPOCOIECP)KAIIUX METa0OJIUTOB; YPOBEHBb
LIUCTUHA, OAHAaKo, HU30K. [Ipm romouMcTUHYpUH, OOYCIOBICHHONH JePeKTOM
Merabonu3ma (onata, B KpOBU M MOYE 3HAYUTENILHO IOBBIIIAETCS TOMOIUCTHH,
METUOHMH W LHMCTHUH HE TMOBBIIIEHbL. J[JIS TrOMOUUCTUHYPHH, OOYCIOBIECHHON
HapylIeHUEM BcachiBaHUs WM AeduuuToM BUTamMuHA B12 XapakTepHO MOBBIIEHHUE B
KPOBHM M MOY€ T'OMOLIUCTUHA U METUJIMAJIIOHOBON KUCJIOTHI.

M3OJIEVIIVH. IloBblmracTcs BbIAEICHHE IIPH OONE3HH XapTHYIA, OONC3HHU
KJICHOBOI'O cupoIa, TE€HEPAIIN30BAHHOMN aMHUHOALUTYpPHH, MIEYEHOYHOM
HEJI0CTATOYHOCTH.

JIEMIIVH. TloBblmaetcsi BbIACICHUC npu OosiesHW XapTHyma, OO0JE3HH
KJIEHOBOTO CHpOIa, MEPBOM TpUMECTpe OepeMeHHOCTH  (BMOCIEICTBUHM YPOBEHBb
CHU)XKAeTCsl), TeHEpaM30BaHHOW aMUHOAUUAYPUHU, Y NAIUEHTOB C OXOraMu, IpH
rOJIOJJAHUH, IIEYCHOYHOU HEJOCTATOYHOCTH.

JIN3UH. IloBelmiaercss Npu CaxapoONUHYPUHU. ABYOCHOBHOM aMHHOALUAYPUH,

JII/ISI/IHypI/I‘lCCKOﬁ HCIICPCHOCUMOCTHU 66.]]1(3, OUCTHHYPUH, THIICPIIN3NHCMHUHN, B IICPBOM



80

TpUMECTpe OEepeMEHHOCTU (BIOCIEJACTBUU YpPOBEHb CHMXKAETCs), y OOJBHBIX C
O’KOraMu. ODKCKpenus C MOYOW 3aBHUCUT OT BO3pacTa. B TeueHwe mepBOro mojayroja
KU3HU YaCTO BCTPEYAETCS] BBICOKAs SKCKPEIUs JU3MHA M UCTUHA ((pU3uooruyeckas
UUCTUHIN3UHYpHS). Jlerkas IMUCTUHIM3UHYPUSI MOXKET TaKXKe BCTPEYaThCS BO BTOPOM
MOJYTOAUM JKU3HU M y JETed, HAYMHAKIWMUX XOAUTh. lIpum mucTUHYpUAX TakKxke
HaAO0JII01A0TCSl BHICOKME YPOBHU LIUCTHHA, apTMHUHA U OPHUTHHA, TOMUMO Ju3uHa. [Ipu
JIBYOCHOBHBIX aMUHOALUIYPUSX B OOJBIINX KOJUYECTBAX MOT'YT BBIACNATHCS aprUuHUH
Y OPHUTHH, HO KCKpELUs HUCTUHA B IIPEJEIIaxX HOPMBI.

METHUOHMUH. IloBeimiaercss BBIAEIEHUE NPU LHUCTUHYPUHH, TOMOLHUCTHHYPHUH,
TUPO3UHO3€, CHUHIPOME MaibabcopOLMM  METHOHMHA, JAePUUIUTE METHOHUH-
aJIeHO3WITpaHCpepasbl.

I[TPOJIMH. IloBeimaercst BblaeneHue npu runepnpoivHemuu [ u Il Tumnos,
cugapome  JIxozedpa  (TspKenas — NPONMHYPHS),  KapUMHOUIHBIM  CHHIPOM,
VMMUHOIIMIUHYPHUH, T€NATOJIEHTUKYIIApHAs JeTeHepanus.

THUPO3MH. IloBblmiaercs BBIACICHUE IMPU TUIEPTUPO3UHEMHUHU, B TIEPBOM
TpUMeCTpe OEpeMEeHHOCTH (BIOCJIEACTBUM YPOBHHM NAAalOT), THUIEPTUPOUAM3M, Y
NalMeHTOB C  OXXoramu, Oosie3HM  XapTHymna, rajlakTo3eMHHM, IE€YEHOYHOMH
HefoctarouHoctd.  [lpm  ocTtpoil  rumepruposuHemMun 1 Tuma — HaOmroAaeTcs
TE€HEPAIM30BAHHOE BBIJICJICHUE aMUHOKHUCIIOT C MOYOM.

TPUIITODAH. IloBsimaercs BbiAeIeHUE TIPU 00JIE3HU XapTHYTIA.

HUCTHUH. [IloBbumaercs  BbIACJICHHME NPU  LUUCTHHO3E, LUCTHHYPHUH,
HUCTUHIN3UHYpHH, B 1 TpuMmecTpe OepeMEHHOCTH (BIOCIEACTBUU YpPOBEHBb IAJIAET).
DKCKpelMsi ¢ MOYO# 3aBUCUT OT Bo3pacTa. OHa BBICOKA B MEPBBIE MECSIBI )KU3HU, HO
BIIOCJIEACTBUM TagaeT. llpu HUCTHHYpUSX Takxke HaOIIOAAOTCS BBICOKHE YPOBHHU
apruHVHA, OPHUTUHA U JIM3MHA; DKCKpELMs LHUCTUHA B IPEeaax HOPMbI OTMEYaeTCs
IIpY IBYOCHOBHBIX aMUHOALUAYPUSIX.

OEHUIIAJTAHMH. TloBeliaercss BbleJICHUE NpH TunepheHuIaIaHuHEMUH,
O0one3nn XapTHyra, B TNEPBOM TPUMECTpEe OEpPEeMEHHOCTH (BMIOCIEACTBUU YPOBHU
NajaioT), HIUCTUHO3€E, IeNaTOJICHTUKYIISIPHOU JIereHepali.

KAPHO3UH. TloBeimaercsi BblJeJICHUE NPU KApPHOZMHEMUHM, JUETE, Oorartoi
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MsAcoM (ocobeHHO nTuybuM). KapHO3MH NPHUCYTCTBYET B CKEJETHBIX MBIIIIAX BCEX
KUBOTHBIX.

TonkocnoitHas xpomartorpadus caxapoB Mouu. TpeOGoBanus k mnpobe. Moua,
ciny4aiiHas mpobOa (6e3 KOHCEepBaHTOB). 3aMOPO3UThH MPoOy B TedeHHE 3 YacoB IMOCHe
coopa.

I'AJTAKTO3A. IloBsimaercs BBIAEICHHE Yy HOBOPOXICHHBIX B BO3pacTe M0
6 nHel, HEeIOHOIICHHBIX, BO BpeMs OEpeMEHHOCTH (MO3[HHUE CPOKH), JaKTaluu; Yy
JeTeil, MOJy4yalolMX MHOTO MOJIOKa C MHILIEH; MPU TaJaKTO3eMUU C JAePUIUTOM
raJIakTOKMHA3bl U rajgakto-1-®O-ypuaunrpacdepasbl, rernature, IUppo3e, TUIEPTUPEO3E,
aTpe3uM KEIYHBIX MyTeH y HOBOPOXKIECHHBIX. /[ BBISBICHUS MOBBIIIEHHBIX YPOBHEH
rajJlakTo3bl cienyeTr OpaTh mpoObl KPOBM M MOYM BCKOpE IIOCiie TmpHema
raJlakTo30Co/ep Kalieil MUK WU CTaKaHa MOJIOKA.

['JIFOKO3A. TloBbimaercs BbIIEACHUE TP JIIOOBIX TOBBIIIEHUSAX TIJIIOKO3bI B
KPOBH, OCOOEHHO OBICTpOE BCAcChlBAaHHME B KHILIEYHUKE (ITOCTTacTPOIKTOMHUYECKUIN
JEMIIMHT-CUHJIPOM, HOpMasibHasi OEpeMEHHOCTb) U OSHIOKPUHHBIE 3a00JIeBaHUS
(caxapHblii auMabeT, TUPEOTOKCUKO3, TMTAHTHU3M, akpoMeranus, cuHapoMm Kymiunra,
TUMepIia3us KOpbl HAJAMNOYEHYHHUKOB); OOJBIION TpaBMe, napanuye, HHPapKTe
MUOKapAa WM COCYAMCTOM KOJUIANCe, IMEepPOPaJIbHOM TMpUEME KOPTUKOCTEPOUIOB,
oorax, MH(peKuuu, (HeoxXxpoMOIUTOME, MYKOBUCLHUI03€, T€MOXpOMATO3€; CHUKCHUU
MOYEYHOTr0 MOpOra — TyOyJTOMHTEPCTULIMATIBHBIX 3a00JI€BaHUAX.

OPYKTO3A. IloBbimaercs BbIJCICHUE TPU TOBBILIEHHOM YIOTPEOJEHUU
GpyKkTOB, Me€Ja, CHpPONOB, Caxapo3bl; NpPHU ACCEHUUATBHOM  (PpyKTO3YypHH,
HACJEJCTBEHHOM  HApyIIEHWHW  TOJEPAaHTHOCTH K  (pykToze,  MNEYECHOUYHOU
HEJJ0CTaTOYHOCTH.

APABMHO3A, PUBO3A U KCHUJIO3A (ITEHTO3bI). [loBbitaercs BblaeacHNE
apaOHWHO3bI M KCUJIO3bl MPHU 3CCEHIMATBHON MEHTO3YpPUHU, JTUXOPATOYHOM COCTOSHHH,
aJJIepruu, IUPPO3€e NEUCHH, BO3MOKHA allMMEHTapHAas MeHTOo3ypus (pU ynoTpeOIeHun
1o 100mr B cytku). [ToBeilaercs BblaelieHHEe pUOO3bl IPU MBIIIEUHON AUCTPOPUU (10
30 mr/cyT).

JIAKTO3A. IloBblaercs BbIACICHUE TPU HAPYIICHUU aOCOPOIMU YTIICBOJIOB,
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BBI3BAaHHBIM JIS(PUITUTOM JIAKTa3bl CIU3UCTON TOHKON KHIIIKH.
[IpruMeHeHre AaHHOTO CKPUHUHIA MOYU OTPAXKaeT HE TOJIbKO OTKJIOHEHUS IMpHU
HBO, HO u pa3nuuHble W3MEHEHHs, CBA3aHHbIC C (PepMEHTOMATHUSIMH, HAPYIICHUS
¢dbynkiuu XKKT u moueBbsIBoAsIIEH cucTeMbl. JlaHHBIN METO SIBISETCS JTOCTYIHBIM U

3KOHOMMWYHBIM.

2.4 MeTOANKA UTOT€HETHYECKOI0 AaHAJIHN3A

Jlsl KapUOTUTTUPOBAHUS MCTIONB30BAIH KYJIBTYpY TUMQPOIHUTOB NieprudepruaecKon
KpOBM  TMalMeHTa. BeHO3Hyl0 KpoBb 3a0upaiu U3  JIOKTEBOM  BEHBI B
npoOHpKy-BaKyTeHep ¢ TemapuHoM. J[Isi KyJnbTHBHpPOBAHHS HWCIOJB30BaIM 3-5 MiI
KPOBH OT Ka)KJOTO MaIeHTa (B 3aBUCUMOCTH OT Bo3pacTa). KpoBb KyJIbTHBHPOBAIH B
cpene RPMI-1640 ¢ pnobGaBieHuMeM CBHIBOPOTKM KPYMHOI'O pOraroro CcKoTa,
dbuTOreMarrIIOTHHUHA, pacTBOpa IIyTaMHHA, aHTHOWOTHKA, B T€UeHHUE 72 YacoB MpH
temneparype 37 °C. Merada3Hble IUIACTUHKU TOJIY4add C IOMOIIbI A00aBIECHUS B
KyJbTypaJbHYI0 CMeCh KONXHIMHA Ha 60 MUHYT, 3aT€M CMeCh IICHTPU(YTUPOBAIU H
pECYCIIEHIUPOBAIN OCAJOK B TEIUIOM THIIOTOHMYECKOM pacTBOpE XJIopuaa Kauus U
muTpata HaTpus. KIeTKH NpoXonuiM THINOTOHM3aImio mpu Temneparype 37 °C B
teueHue 45 muHyT. [anee cycneH3uto TUMQOIUTOB IEHTPUGYTUPOBAIH, OTMBIBAJIH
METaHOJI-YKCYCHBIM (PUKCATOpPOM M pacKamblBaJIM Ha MpeaMeTHble cTekia. Crekia
BBIJICP)KUBANIM B CyX0’XKapoBoM Iikady B TedeHHe 24 4acOB M 3aTEM OKpAIIUBAIH C
npuMmeHeHneM G-O0d3HOWHTA: JepKald B PAacTBOpPE TPUIICMHA W 3aTEM OKpAIIUBAIH
KpacureneM | um3a.

[IpenapaTsl OleHUBANIHM M MPOU3BOIWIN MOUCK MeTada3HbIX U IMpomeTada3HbIX
miacTUHOK oA 100-KpaTHBIM yBEJIMYEHHEM, a aHajJu3 XPOMOCOM MPOBOJMIIHU IO
1000-kpaTHbIM yBEJIIMYEHUEM C HMCHOJb30BaHHMEM Mukpockomna Axiostar (Carl Zeiss,
['epmanusi), OCHAIIEHHOTO cUcCTeMOW (Qukcanuu u3o0pakeHus. LluToreHeTHUeCKHit
aHaJIM3 MPOBOIWIIN C MCIIOJIH30BAHUEM MPOTPAMMBI JIJIsl KapruoTuniupoBanusi Kapuorect
(Cankr-IlerepOypr, Poccus). [lnsg aHanm3a paccMaTpUBalld  XPOMOCOMBI €

paspemienneM oT 550 mo 1000 OsumoB. Jlmsg Kaxaoro marueHTa  ObLIO
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IpoaHaJIM3UPOBaHO U choTorpaduposano no 13 MeradasHbixX macTuH. B ciydae, eciu
IPU aHaJu3€ HaXOAWIM OJHY MeTa(a3Hylo IUIACTUHY C IATOJIOTMYECKUM HabopoM
XpoMocoM, To aHanusupoBanu 50 u Oonee metadasHblx miuacTuH. [lonumopdusmel
reTepOXpOMATUHOBBIX OJIOKOB W HWHBEPCUI0 TETEPOXPOMATHHOBOrO OJoka 9-i

XPpOMOCOMEBI TIOATBCPIKAATIN C-OKpaH_II/IBaHI/ICM.

2.5 Crarucruyeckasi 00padoTKa JaHHBIX

Cratuctudeckyto o0pabOTKy JAHHBIX MPOBOAWIMA C MOMOIIbIO CTaTUCTUYECKOrO
naketa nporpamMm SPSS 11.5. IlepBbIM 3Tanom ONpeAessyidi 4acTOThl T€HOTUIIOB H
ajiesnie 3y4yaeMbIX MyTaluil/moaumMopdu3MoB B BEIOOPKaX OOJBHBIX U B KOHTPOJBHBIX
rpynmax. OueHky COOTBETCTBUS 4acTOT TE€HOTHIIOB PABHOBECHIO
Xapnu — BaitHOepra B KOHTPOJIBHOW TpyMIe MPOBOJWIM C MCIOJIB30BAaHUEM KpUTEpUs
XHU-KBaJpar. Ha CIIEIyIOLIEM niare aHAJIN3UPOBAINCH acconuanuu
MYTalMI/TOAUMOPPU3MOB C SHIOTEHHBIMU MPU3HAKAMHU U (PaKTOpaMH PUCKA Pa3BUTHUS
AJl. CpaBHeHUs YPOBHS TaKMX IMMOKAa3aTeNIel, KaK pOCT, Macca Teljla, MHIAEKC MacChl Tena,
Bo3pacT Hayana 3abosieBanus, uHaekc SCORAD, y HocuTenell pa3HbIX T€HOTHUIIOB
MIPOBOJIWJIN MOCJE MPOBEPKU HOPMAIBHOCTU PACIPEAETICHUS 3TUX IPU3HAKOB IO TECTY
KommoropoBa — CmupHoBa. EciM  npu3Hak OTBEYaJl  KPUTEPUSAM  HOPMAJIbHOIO
pacnpeneneHus, TO HCIOJb30BAIM  OAHO(DAKTOPHBIA  JMCIEPCUOHHBIN  aHAIIU3.
JIOCTOBEpHOCTh pa3iInuuii MEXIY IBYMs T'€HOTUIMYECKMMH KJIACCAMHU JOMOJHUTEIBHO
MPOBEPSIM C TOMOIIbI0 TecTa MaHHAa — YUTHM Al JBYX HE3aBUCHUMBIX BBIOOPOK.
Acconpnanus HOCHUTEJIbCTBA T€HOTHUIIOB U aitenei U3y4aeMbIX
MyTanuit/monumopdpusMoB ¢ AJl u pakTopamu pucka nmpoBepsuIach ¢ MOMOIIbIO TaOJIHUIL
CONPSKEHHOCTU C HCIIONB30BAaHUEM KpUTepus Xu-kBaapar o Ilupcony. B cmydae
YeTBIPEXIOJIbHBIX TA0JMIL JI1 CpaBHEHUS BHIOOPOK IO YaCTOTaM T€HOTUIIOB U aJljiesien
MIPUMEHSJIM  TOYHBIM JBYCTOpOHHUK KpuTepuil @Puimiepa. OTHOCHUTENIBHBIN PHUCK
3a00JIeBaHUs O KOHKPETHOMY AaJIJIeNII0 WJIM TEHOTHUITY BBIYMCIISIIIM KaK OTHOIIECHUE

maHcoB B npoueaype Crosstabs cratuctuueckoro nakera nporpamm SPSS 11.5 [37; 63].
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I'TABA 3 PE3YJIBTATBI U OBCY/KJIEHUE

B mocnegnue roapl yYEHBIMM MHOTHX CTpaH aKTHUBHO OOCYXJaeTcs
nepcoHuUIIMpPOBaHHAsA, WU MPEAUKTUBHAA, MeauluHa. [lo mporHozam 3TOT moaxon
CroCOOCH CYIIECTBEHHO TOBBICUTH KAyeCTBO JICUEHHMS] KOHKPETHOTO YEJIOBEKa.
Omnpenenenne puCKOB BOZHUKHOBEHHUS TOTO WJIM WMHOTO 3a00JieBaHUS Y KOHKPETHOTO
MalKueHTa TMOMOXET ONTUMAJIBHO TOJAOUTH K ero mnpopuiIakTUKE U JICYCHUIO.
Cuuraercsi, 4yTO JAHHBIA TMOJAXOJA YK€ B OJMKaMIIEH IMEepCIeKTUBE MOXKET CTaTh
peanbHOCThI0. Ero mpumeHsieT B cBOeH MEIUIIMHCKON MpaKTHKE 000N Bpau-TeHETHK,
B TOM YMHCJIE AKTMBHO BHEIPSS TE€HETHMYECKUE TEXHOJOTHH. 3a mocieanue 60 mer
YeJIOBEUECTBO IPOJIENA0 KOJOCCAIBHBIM MyTh OT TMOHUMAaHUS CTPOSHUS MOJICKYIIbI
JIHK 10 BO3MOXHOCTH 3KCTPAKOPIOPAIHHOTO OIJIOJAOTBOPEHHS MOJOBBIMU KJIETKAMHU
0e3 «cemeitHoi» martosnoruu [29]. Ho 6e3 mosHOro MOHWMaHUS, KaK pa3BUBAETCS TOT
WM WHOW TpPHU3HAK, NaHHBIA MOJAX0J] OyJeT HEBO3MOXKEH IO OTHOIICHHIO KO BCEM

3200JIEBAaHUSAM.

3.1 MoHorenHasi popmMa aTONUYECKOr0 1ePMATUTA

K MoHOreHHbIM OO0JIE3HSIM OTHOCAT PA3HOPOAHYIO MO  KIMHUYECKUM
MPOSBICHUSM Tpynny 3a0ojieBaHMM, OOYCIOBICHHBIX pPa3IUYHBIMU MYTalUSIMH Ha
ypOBHE r'eHa. 3aKOHOMEPHOCTH HACJIEAOBAHUS MOHOTEHHBIX 00JIe3HEH COOTBETCTBYIOT
3akoHaM Menzensa. OgHUM U3 MpeACTaBUTENIed 3TOW TPYIIbI 3a00JIEBaHUM SIBIISIETCS
ByJbrapHbii uXTH03. OH BbI3bIBaeTCs MyTaluusiMu B reHe ¢punarrpuna FLG, uro MoxeT
NPUBOJIUTh HE TOJILKO K ByJbrapHomy uxtuosy (BU), Ho m x AJl, moatomy mpu
oOHapyxeHuu mMyTanuii B rene guuarrpua FLG npu Hanuyuu TOPHHUIHOTO TEUEHMUS
AJl MOXHO TOBOPUTH 0 MOHOTeHHOU popme AJ.

B Hacrosimem uccnenoBanuu BceM 470 mareHTaM BBITOJIHSIICS HOUCK MyTaluui
2282del4 u R501X B rene ¢unarrpuna FLG He TOJNBKO C LETbI0 BBISIBUTH MAIIUEHTOB C
MOHOTeHHOU popmoit AJl, HO U BBISICHUTS, SIBJISIOTCS JIM 3TH MyTalluu aKTyaJbHBIMU B

PyCCKOM TOMyJsiiud  cuOuUpckoro wmeramonuca. Y 39 manMeHToB, y KOTOPBIX
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MPOU30ILII0 M3MEHEHHE JUarHo3a HalpaBlieHWsT Ha IMEepBOM IpueMe (Ha OCHOBHOE
HacJe/JICTBEHHOE 3a0ojeBaHue, MPU KOTOPOM HUMEIOTCS KIMHUYECKHUE KpPUTEpHH,
xapakTepHble st AJl, U OH sBISETCS OJHMM M3 BEAYLUIUX CUMIITOMOB), a TakXke Yy
8 4eloBEK ¢ XPOMOCOMHBIMHU OOJIE3HSIMU M TEPECTPOMKAMH, MPU KOTOPBIX HMMEIIUCH
KIIMHUYeCKUe Kputepuu, xapakrepubie 1 AJl. Myranun 2282del4 u R501X B rene
¢unarrpusa FLG BoisiBneHbsl He Obuin. Y 97 mnanueHToB ¢ (QepMEHTATUBHOU
HEJI0OCTaTOYHOCThIO W/WIIM HAapyllIeHHeM OOMEHa BeIeCTB, MpU KOTOpbix A/l sBisercs
OJIHUM W3 BEAYIIMX CUMIITOMOB, BBISIBICHHBIX METOJOM XpoMarorpaguu Mouyu y
2 manueHTOB B Bo3pacTe 38 u 52 roga Obuia oOHapyskeHa myTtauus 2282del4, Ho y HUX
He OBUIO TOJIyYEeHO 3HAYMMBIX M3MEHEHUW B Moue. Y 8 jgeredl B Bo3pacTe 10 6 JeT
oOHapy>xeHa myTaius 2282del4.

N3 470 nmanueHTOB 69 4YENOBEK OKa3alUCh HOCUTEISIMH MYTallMil B TOMO- WJIU

reTepo3uroTHoM cocrosianu (14,7 %).

Yacmoma ecmpeuaemocmu mymayuu 2282del4 6 eene unacepuna FLG npu
MOPNUOHOM MeUeHUU AMONUYecKo20 0epmamuma

[Ipu cpaBHEHUU YACTOT reHOTHNOB Mo MyTauu 2282del4 B rpymnne OONBHBIX €
AJl ¥ B KOHTPOJBHON TpyMIE MOJIYYEHO BBICOKO JIOCTOBEPHOE IOBBILIEHUE J0JU
HocuTesen amiens ¢ nenenuet B rpymnme ¢ AJl (tabmuna 2). OTHOIIEHHE IIAHCOB
OOHapy>XKUTb HOCUTEJI JIeJICUOHHOr0 ajiens B rpymme ¢ AJl B 3,7 pa3a Bblllie, 4YeM B
koHTpone (95 % AU 2,2-6,3).

Yacrora neneuun 2282del4 B BwiOOpke OonpHbIX AJ] B 3amagHoit EBpome
coctaBuna 15,1 %, a myrauun R501X — 8,8 %, uro B cymme cocrasisier 23,9 % [120].
Mytaruu R501X u 2282del4 umerot okomno 9 % naceneHust EBporibl, To €CTh NPUMEPHO
B 3 paza Menbiie, yeM npu AJ[ [73]. B wuccrenoBaHuu mNOMYJIAIMOHHON BBIOOPKH
r. HoBocuOupcka, BeimomHeHHOM panee [11], u3 881 manuenra 34 denoBeka ObUIH
rerepo3uroramu no geneuuud (3,9 %). OTu AaHHBIE COOTBETCTBYIOT pe3ysbTaTaM
C. N. Palmer u coaBropoB (2006 r.), cormacHo kotopbiM B nomyisuuu [lloTmanauu

gactota aeneruu 3,8 % (38 Hocurenelt nenennn uz 1008 oOcne0BaHHBIX IITKOJIHLHUKOB).
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Tabaunma 2 — Yactorel reHoTHIIOB W amiaener nenenuu 2282del4 B reme FLG u

aTONMUYCCKUM ACpMaTuT

['enHoTHIIBI Konports A
n % n %
II 452 96,2 410 87,2
ID 18 3,8 57 12,1
DD 0 0 3 0,7

JIOCTOBEPHOCTD pa3auduii, p 0,001
Annenn

I 98,1 93,3

D 1,9 6,7
JIBycTtoponHuii Tect @uiepa 0,001
o 3,7
95 % 1AM Ol 2,2-6,3

n % n %
Hocuremn rerotnma I1 452 96,2 410 87,2
Hocurenu apyrux reHOTHIIOB 18 3,8 60 12,8
JIBycTtoponHuii Tect @uiepa 0,001
OTHoOLIIEHHE [IAHCOB 3,7
95 % 1AM Ol 2,1-6,3
[Ipumeuanus: II — romo3urora o nacepunu; ID — rereposurora; DD — romo3urora no

JeNIeUu.

B MWpnanaum wyactota pgenenuu 2,2 %, TO ecTb Kak yactota 2282del4 B
NOMyJISIMK, TaKk U €€ 4YacTtoTa B rpymnme O0oiapHbIX AJl coBmagaroT ¢ pesynbTaTaMu
MCCIIEIOBAaHNM, BBINIOJIHEHHBIX B 3anaaHoil EBpore. IIpu 3TOM mosrydaeTcsi JOBOJBHO
BBICOKAsl TEHETPAHTHOCTb MyTauuu: mnpuMepHo 4 uyenoBeka u3 100 sBusroTcs
HOCHUTEJIIMM MyTaluu, pacnpoctpanéHHocts AJl mocturaer 20 % (20 uz 100),
2 6onpHbIX AJl (10 % ot 20 yenoBek) umeror myranuio 2282del4, To ectb 2 u3 4 unu
50 %. Oto HamMHOroO BbIIIE, YeM npu BU, mpu KOTOpOM 4YacTOTa MyTaUH JOCTUTAET
45-50 %, HO pacnpocTpaHEHHOCTh 3abosieBaHus Bcero 1 ciayuaih Ha 8—10 ThICSY

HaceneHuss HoBocubOupcka wnu mposiBisercas myrtauus y 1 w3 320400 nocuteneit
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(menee 0,25 %) [11]. Ho ato mpu HecemeiiHoMm monxone. Ilpu cemeliHOM aHaim3e
MIEHETPAHTHOCTh OKAa3bIBAETCS 3HAYUTENBHO BbIIE. [loueMy B OOHUX CEMBbSIX MyTalus
nposiBisiercs B Bune BU, B apyrux B Buge AJl, a B TpETbUX BCTPEUYAETCS COUYETAHUE
TOTO W JIPYroro, moka 4yto OocTaércsi HesiCHBIM. BeposiTHO, reH ¢uiarrpuHa siBisieTcs
re€HOM, OTBETCTBEHHBIM 3a pa3zButue A/l u BU, myranus 2282del4 B rene ¢unarrpuna
ABIIAETCS HEOOXOAUMBIM  (PAKTOPOM  pa3BUTHS  OOJE3HM, HO HEAOCTATOUYHBIM.
HccnenoBanuii, MoOKa3pIBAIONIUX, Kakve (AKTOpbl BIUSAIOT HAa TMEHETPAHTHOCTh U

IKCIIPECCUBHOCTD, ITOKA HC IIPOBOANIIOCH.

Yacmoma ecmpeuaemocmu mymayuu R501X 6 cene uracepuna FLG npu
MOPNUOHOM MeYeHUU AMONUYECKO20 0epMamuma

[Ipu cpaBHEeHUHU yacTOT reHOTUIOB 1o MyTanuu R501X B rpynne 6onbHbIX ¢ ALl 1
B KOHTPOJIBHOM I'pyIIe JOCTOBEPHBIX pa3inyuil He 0OHapykeHo. ImeeTcs TeHAeHIUs K

HAKOIUICHUIO T€TePO3UroT N0 MyTallMK B rpymmne 0osbHbIX ¢ A/l (Tabnuna 3).

Tabnuua 3 —Yactorel reHotunoB u amwieneit myramuu R501X B rene FLG u

aTONMUYCCKUM ACpMaTuT

['enHoTHIIBI Kowrpon Al
n % n %
RR 465 98,9 459 97,7
RX 5 1,1 11 2,3
XX 0 0 0 0
JI0CTOBEPHOCTD pa3InyMid, p 0,130
Annenn
R 99,5 98,8
X 0,5 1,2
JIBycTtoponHuii Tect @uiepa 0,208
o 2,2
95 % 1AM Ol 0,8-6,4
[Ipumeuanusa: RR — apruaun B nonoxkeHnn 501 aMHMHOKHCIOTHOM NOCIEN0BATEIBHOCTH
oenka, cuntesupyemoro ¢ MPHK o6eux kommit renma; RX — ¢ MPHK opnoit xomum rena
CHUHTE3UpYyeTCsl HopMasbHbIN Oenok, cunte3 Oenka ¢ MPHK co BTOpoii konuu reHa npekpariaercs
B nosiokxeHnu 501 u3-3a oOpa3oBaHUs CTON-KOJIOHA BCIEACTBHE MyTalMM; XX — CUHTE3 Oelka C
MPHK ¢ oGeux xomnuii rena mpekpamaercst B nojoxxenuu 501 u3z-3a oOpazoBaHusi CTON-KOJIOHA
BCJIEJICTBHE MYTallUU.
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Ckopee Bcero, npu 3HAYUTEIHHOM YBEIMYEHUH UCCIEIYEeMBIX IpYI (BO MHOTO
pa3) 3TU pa3nyusl CTAHYT JOCTOBEPHBIMU. MOXHO Tak 1yMaTh UCXO/sl, KAK MUHUMYM,
U3 JIByX MPEANOCHUIOK:

1) mocnencrBust nByx mytanuil (2282del4 u R501X) unentuyunsl (o6pa3zoBanue
CTOI-KOJIOHA, YTO BEIET K NPEKpallleHUI0 CHHTe3a Oelika pruOOCOMOM C ATOM KOMHUH
MPHK);

2) Ha JApyrux nomyisuusax, rae vactora mytamuu R501X comocraBuma c
gactoToi 2282del4, mokasana e€ accoumarus ¢ AJl [120].

B Hactosmem wuccinenoBanun yactora Myrtauuu RS5S01X B momynsiuwu
nosyuyunachk B 4-5 pa3 Mensle (pucyHok &), yuem B 3amanHoit EBpomne (1 % mpoTtus
4-5 %), mpu AJl — moutu B 4 paza mensie (2,3 % npotus 8,8 %) [120]. D10 sABusieTcs
emé  OAHUM  CBHUJETEIHCTBOM  HEOOXOJMMOCTH  TMPOBEAECHUS  COOCTBEHHBIX
MCCJIeIOBAHMN MO OLIEHKE PacHpoCTPaHEHHOCTH W BKJIaJa TeX WM MHBIX (PaKTOpOB B

Pa3BUTHUC MTATOJIOTUICCKOTO q)CHOTHHa B Haleu MMOITYJIAI NN,

3amagnas Espona 9%

1 5, 00/0 2emeposuzombl R501X

B zemepo3suzomul 2282dels

ocmanvHble

76,0%

r. HoBocuGupck

13%

2,3%

84,7%

Pucynok 8 — Yacrora rerepo3urot no mytamusm R501X u 2282del4 cpeaun 60abHBIX

aTonmM4ecKkuM jaepmatutom B 3anagHoit EBpone u HoBocuOupcke
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Knunuueckas cemepocennocmo npu Mymayusx 6 2ene gunazepuna

[locne aHanM3a 4acTOT TEHOTUIOB MO MyTalusM B rene ¢unarrpuna FLG B
KOHTpPOJILHOH rpynme u B rpymime ¢ AJl 61710 IPOBEIEHO COMOCTABICHUE KIMHUYECKON
KApTHUHBI Y TALIMEHTOB C UX FT€HOTUIIAMH.

Knunnueckas kaptuna AJl m BU ouenp mnonumopdHa, HO, Kak TMpaBHIIO,
TPYIHOCTEM B IIOCTAHOBKE JMAarHo3a y Bpaya HE BO3HUKAET, TaK KaK KpUTEPUH
MOCTAHOBKM JIMarHo3a JAETaJIbHO NMPONHUCAHbl U COCTOSAT M3 Habopa MPU3HAKOB, MPU
HaJu4Yuu KOTOpBIX BbIcTaBiserca auarHo3 AJl wnum BU. Kpurepum mnoctaHoBku
nuarHo3a AJl, mpu3HaHHBIE KaK MEXIYHapoaHble, ObutH copmynupoBanbl B 1980 1.
J. Hanifin u J. Rajka [98].

B 2009 r. Ha mepBoil MeXIyHapoAHOW KOH(GEpPEHIMU IO HXTHO3aM Oblia
nepecMoTpeHa HOMEHKJIaTypa W KJIacCHU(PUKAlMs HacIeACTBEHHBIX MXTHO30B [138].
Jlsist o6sierdeHusi COMOCTABICHUSI KPUTEpUEB MocTaHOBKM quarHo3oB A/l u BU Obina

co3zaHa Tabnuia 4, IpuBeICHHAS HUXKE.

Tabmuma 4 — ComocTaBieHHe KpUTEPUEB IIOCTAHOBKU JIMATHO30B aTOMHUYECKOTO

ACpMaTUTa U BYJIbI'aApHOI'O UXTHU O34

Ne ATONMYECKHUN 1EPMATUT Bynbrapuslii UXTHO3

OcHoBHbI€ (00s13aTENbHBIE) XapaKTEPUCTUKU

1 | 3yn 3ya
2 | TunuyHass Mopdororuss u pacrnpocrpaHenue, | Lllenymenue (reHepann3oBaHHOE,
MOPAXEHUE KOXU JIMIa M Pa3rudaTeiabHbIX | MEJIKOIUIACTUHYATOE, CBETJIO-CEPOTO

MIOBEPXHOCTEN y JIeTell TPYJHOTO M MIIAJIIEro | I[BETA)

BO3pacTa

[lopakeHne KOXM JIOKAIM3YIOTCSI Ha
Hapy)KHOHW TIOBEPXHOCTH BEPXHUX H
HWKHUX KOHEYHOCTEH, BHU3Y )KUBOTA U Ha
OOKOBBIX MTOBEPXHOCTAX TYJIOBHILA
(JIoOKTeBbIE U TIOJKOJICHHbIE SMKH HE

MOPAXKEHBI )

3 | CrubarenbHas mnuxeHupukauus (yrosieHue | —

KOXH)
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IIpooonscenue mabauyol 4

Ne ATONMYECKHUN 1EPMATUT Bynbrapuslii UXTHO3
OcHoBHbI€ (00s13aTENbHBIE) XapaKTEPUCTUKU
4 | Xponuueckoe  peuuauBHpymomee — TeueHue | TedeHue OoJsie3HM CTaOMIbHOE, 4acTo ¢
JepMaTuTa YIIy4IIEHUEM B JIETHUH TIEpUOJL
5 | Cemelinblii aHamMHe3 10 aTonuu (actMa, | AyTOCOMHO-IOMUHAHTHBIN THII
aIIeprudecKuit PUHOKOHBHIOKTHBHT, | HAaCJI€IOBaHUS
aTONMYECKUI IepMaTHT)
Jpyrue (10M0JIHUTENbHBIE) XapaKTEPUCTUKH, YaCTO COUYETAOLIUECS C ATONMYECKUM JepMaTUTOM
1 | Kcepo3s (cyxas koxa) Kcepos (cyxas xoxa)
2 | Uxtuo3 (ycuneHue J1aJJOHHOTO pUCcyHKa Koxu) | Mmeer 4acTyo acCOLMALAI0 c
aTONMMYECKUMU MPOSBICHUSIMU
3 | JepmaTuT KUCTEH W/WIH CTOTI [Topaxxenue KHCTEH /v CTOII,
MOBBILIEHHAS! HWCYEPUYEHHOCTh JIAZIOHEH U
10/IOIIIB
4 | Xeitmar —
4 | Dk3eMa COCKOB OKk3ema
5 | UyBCTBUTENBHOCTh  (BOCHPUUMYUBOCTE) K | UyBCTBUTENBHOCTh (BOCHPUHUMYHMBOCTD) K
KOXHBIM HH(pekusaM (ocobeHHo Kk S. aureus, H. | koxkHbIM ~ uH(peEKuusM  0COOEHHO K
simplex u JApyruM BHpPYCHBIM HHGMEKUUIM: | 1epMaToPUuTuiIm
00poJaBKaM,  KOHTaruo3HOMY  MOJUIIOCKY,
nepMaToUTHSIM)
6 | DOputponepmus [Ipu obGoctpeHun mnpoiecca BO3MOXKHA
SPUTPOIEPMHUS
7 | Hauano B paHHEM BO3pacTe Hauano mocne 2-6 mecsien
8 | OcnabyieHHBIH KIETOYHbI UMMYHHUTET —
9 | ComyrcTByrouuit PELUAUBUPYIOIUN | —
KOHBIOHKTHBUT
10 | MudpaopburanpHas ckiaaka —
11 | Keparokonyc —
12 | Ilepenusis cyOkarcysipHas KaTapakTa —
13 | Ilepudepuueckast 203uHO DU KPOBU —
14 | IToBeIlIEHHBIH YPOBEHb CHIBOPOTOUHOTO IgE —
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VY GonbHbix ¢ BU oTMeueHa BbhIpaykeHHasi CKJIOHHOCTb K TakuM 3a00JIEBaHUSM,
KaK HEUpOJEPMUT, dK3eMa, KOHBIOHKTUBUT, PUHUT, cyOaTpoduyeckuit papuHTUT, OTUT,
PUHOCUHYCHUT; MUKO3 U1 OHUXOMHKO3, O0YCJIOBJICHHBIE KpacHbIM TpuxopuToHoM. Emie B
1994 r. ®. A. 3BeppkoBa oOHapyxuia coueranue BU c sx3emoii, HellpoaepMUTOM,
WHOTJa MCcopua3zoM, u3MeHeHusiMu ria3, JIOP-opranoB y 50 % nereit [16]. BoiaBiueHsl
Takke (YHKIMOHATbHASS HEJOCTATOUYHOCTh JHAOKPUHHON CHUCTEMBI (IIIUTOBUIHOM,
MOJIOBBIX  JKeje3), HUMMYHOACHUIIMTHBIE COCTOSHMS  (CHMDKEHHE  aKTHUBHOCTHU
B- u T-xnerounoro ummynuteta) [16]. B Cunranype, corinacuo coobmenuto Y. K. Tay
1 coaBTOpoB (1999 r.), 8 % GonbHBIX, HaOMOAaBIIUXCS Y HUX ¢ AJl, umencs BU [146].

Ecnum cpaBHMBaTh KpPUTEpPUH IIOCTAHOBKM 3TUX JIMATHO30B, TO BBISBISCTCS
JOCTaTOYHO  OOJIBILIOE  CXOJCTBO. 3aTpyAHEHUS BO3HMKAIOT TPU COYETAaHUU
knuHndeckon kaptuael BU u A/l y ogHoro maruenta. Oco0yro TPpyAHOCTh BBI3bIBAET
HE00X0IMMOCTb BHIOOpA MPHU BHICTABICHUU AUArHO3a, KAKOM U3 HUX OCHOBHOM, a KaKOM
conyrtcTBytomuid. [ToueMmy Takue pasueie 3a0oneBanus, kak AJl u B, Benp onn naxe
HE BXOJAT B KpyT nuddepeHunanbHOi TUarHOCTUKU JPYT Y APYyra, BCe-TaKu TaK CXOXKH
MEXy COOOM.

Ha pycckoii monynsium cepbE3HbIX MaCIITA0OHBIX UCCIIEI0BAHUNA MYTallUid B TeHE
FLG noka ner. B 2007 rony ompenenena yactora mytaruu 2282del4 B momymnsiun
Hosocubupcka (3,9 %) u y 6ompabix BU (45 %) [11]. B HacTosimieir paborte ObLIO
MoKa3aHo, yTo yactora myrtauuu 2282del4 B rpynmne OonbHbIX A/l BbIIE, yeM B
nonymsiuu (12,8 % u 3,8 % coorBerctBeHHO, p = 0,001). OTHOIIEHHE IIAaHCOB
OOHapy’KUTb HOCUTENS JENCIIMOHHOTO ajiesns B rpyie 6onbHbIXx AJl B 3,7 pa3a Bbllie,
yem B KoHTpose (95 % AU 2,1-6,3). JlocToBepHBIX pa3iuyuuii B 4acTOTE€ MyTalluu
R501X mexny rpynmoit ¢ AJl u kKoHTposneM oOHapyxkeHo He Obuio (2,3 % u 1,1 %
COOTBETCTBEHHO) [27].

Curyanus, Ipu KOTOPOH MyTalldd B OJHOM T€HE MPHUBOMST K Pa3BUTHIO Pa3HBIX
MAaTOJIOTUYECKUX (EHOTUIIOB, HE SBJSIETCS pPenKocThio. Tak MyTalMu B reHE KepaThHa
17 (Keratin 17; KRT17;MIM 148069) MoryT mposBIsTbCS Kak B BUJE C€OOLMCTOMATO3a
(Steatocystoma multiplex; MIM 184500), Tak 1 Buae BPOXKAEHHOW MAXUOHUXHUHU 2-TO

tuna (Pachyonychia congenita 2; Jackson-Lawler type; MIM 167210).
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Ecnu paccmaTtpuBaTh NepCcOHU(PUUIMPOBAHHBIM MOAXOA K MAlUEHTy, To 0e3
KJIIMHUKO-TE€HEAIOTMYEeCKOT0 METOoJla Bpauy OYyJeT TPYAHO BBICTPOUTH aJTOPUTM
neiictBuit no nepBuuHoi mpodunaktuke BU uwnu AJl. JHK wuccnegoBanus cranu
OOLIEAOCTYIHBIMH M OTHOCUTEIBHO HEJOPOTMMH, HO, €CIM HJITH OT TIOUCKa
reHeTH4ecKkoro aeeKkra K KIMHUYECKOW KapTUHE, MOTYT BO3HUKHYTHb CEPbhE3HBIE
omnOku. Ilpu oOHapyKeHMM MyTallMd HEBO3MOXHO OYyJEeT OLIEHUTh PUCK PAa3BUTHS
3a0osieBaHus U TeM OoJiee 1aTh pEKOMEHJaluu 1Mo npoduiakTuke ero passutus. Cpenu
oOcnenoBaHHbIX OONbHBIX ¢ AJl umeercs 60 yenoBek ¢ myrtanueit 2282deld, us
KOTOPBIX y 6 4elmoBeK OOHapykeHo codetaHHoe mposiBnenue BU u AJl. Myramus
R501X y 11 uenoBek peannzoBanack B Bujae AJl, a y 3 4enoBeK KIMHUYECKAs] KapTUHA
OobIIIe COOTBETCTBOBAJIA BH. IIpuuem 2 YyesioBeKa ABJISIIACH
KOMIIAyH/I-TETEPO3UTOTAMHU 10 3TUM MYyTalWsAM U B KJIMHUYECKON KapTUHE y OJHOIO
npucyrcTBoBaIM mposiBiieHus: kak AJl, tax m BU. JJHK nmarHoctuka Myrtanui
2282del4 u R501X gBasieTcss moaATBepKAAIOMIEH TPU HATUYUU KIMHUYECKOW KapTHUHBI
AJl unu BU. O6HapyxeHue MyTaluu 00JieTyaeT peaan3aiuio NepcoHuOUIIMPOBAaHHOTO
oAxoAa B ceMbsAX nmanueHToB ¢ BU wim AJl. 9T0 MOXKHO WIUTFOCTPUPOBATH ONUCAHUEM
HECKOJIbKUX CEMEUHBIX CITy4YaeB.

3a koHcynbTanuen oopatwiack Mama namueHTkun A. 2010 roma poxaenus. Ha
MOMEHT MEPBUYHOTO oOpaInieHus a1eBouke 3 roaa 6 mec., Obula HaIpaBiIeHA NeANATPOM
¢ nuarHo3zoMm AJl ToprnugHoe TeueHue. Mama mpobaHAa MPEeAbSBISIET KaloObl Ha
CyXOCThb M IIEJyllIeHWe KOXU y pebeHka. M3 aHamHe3a: AeBoYka OT MEPBOM
OepeMEeHHOCTH, KOTopasi mpoTekana 0e3 3apUKCUpPOBAHHBIX OCIOXHEHHH, pOXKJI€Ha B
cpok 40 Henenb JOHOUIEHHOM, CaMONPOU3BOJIIBHBIMU pofaMHu. [Ipu poxneHnn KoKHbIE
NMOKpoBbl 0e3 natonoruu. [lonydana nutanue: rpyaHoe BckapmiuBanue 10 0,5 roja,
MOCJIe CMEIIEHHOE BCKAPMJIMBAHME C J100aBJICHHMEM B PaIlMOH TPEYHEBOM, pUCOBOM
kamu. [lepBble M3BMEHEHUs] KOXU MOSBUIMCH B TPU Mecsila, 0€3 BUAMMOW MPUYUHBI B
obnactu sroguu. Ilpouecc mnpuHsn pacnpocTpaHeHHyto @opmy k 11 mecsmam ¢
BOBJICUCHHEM KOXHU JHIA, TYJIOBHINA, STOAUIl W KoHeuHocTedl. HabGmiomamace y
neauaTpa W ajuleprosiora, B pasHblE dTamnbl >KU3HM C JMArHO30M AaTONHYECKUN

nepmatut. llonydana peryispHoe JiedeHHWE, OCHOBAaHHOE Ha HApY>KHOM Tepamuu
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(pa3nuyHble TOMHYECKUE CTEPOMIbI, AHTUCENTUKH, HECTEPOUJIHbIE CPEACTBA),
IUETOTEepanuy, CUCTEeMHOM (apmakorepanuu (aHTUTUCTAMUHHBIE  Ipemnaparsl,
AHTEPOCOPOEHTHI), C TIepeMeHHbIM ycriexoM. [lo 3,5 mer pemuccuii B amOynaTopHOU
Kapte He 3adukcupoBano. CeMelHbI aHaMHe3 (CO CJIOB MaTepu NMpobdaHaa): y MaTepH B
paHHEM JIETCKOM BO3pacTe OTMedalicsi JuaTe3, ¢ KOTOpPhIM OHa Habioaanach u
noJjiy4yajia MECTHOE JIeYEHUE Yy IMeauaTpa MO MECTy JKUTEIbCTBAa (CeMbsi Marepu
MPOXKMBaJla B YaCTHOM JIOMe paboyero moceinka). BeipaxeHHbIe MPOSBICHUS K 5 WU
6 ronam mpekpaTwinch. OTMedanach CyXOCTh KOXH, KOTOpas YCWUJIWIACh IOCIHE
nepee3na B ropona B Bo3pacte 18 mer. K 21 roay nosiBunucek npossienus AJl. Ilpu
OCMOTpe MaTepu npobaHaa UMeNHuch nposiBiieHus AJl B BUAE BBIPaXKEHHOU CYyXOCTH
KOXHBIX TMOKPOBOB U JMXEHU(PUKALUU, MPUYPOUCHHOU K KuUCTAM. llpu mepBuuHOM
OCMOTpe MpoOaHna: HOPMOCTEHMYECKUH THUI  CIOKEHHs, TOJKOXKHO-KUPOBAs
KJIETYATKA BbIPaXKE€HA B MpeJiesiaXx BO3pacTHOU HOpMBI, Bec 15 kr, poct 100 cM. KoxkHbIi
MpoLIeCC HOCUT PacCIpOCTPaHEHHbIN XapakTep. 3MeHeHUs! KOXKU B BUJIE K3€MaTO3HBIX

AJIIEMEHTOB MPUYPOUYCHBI K KOXKE MPEAIICYUH U TUIey.

Pucynok 9 — Ouaru nuxeHudukanuu B 00J1aCTH KUCTEH
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BripaskeHHast CyXOCTh KOXHBIX TOKPOBOB Ha KOK€ TOJICHEW, SITOJUIl, CIHHBI,
rpyau. B obmacTi cockoB MMeETCsl 3K3eMa: JIEMEHTHl CUMMETPHUYHBIE, Pa3MEPOM [0
7 cm. IMeroTcs ouaru ¢ siBICHUSIMU JTUXeHU(DUKAU B 00J1aCTH KUCTEH (PUCYHOK 9).

VYuutsiBasi ceMeNHbIN aHaMHE3, KIMHUYECKYI0 KapTUHY W TOPIHIHOE TEYEHHE
AJl, naHHOW ceMbe OBUIO Ha3HAYEHO TI'€HETHYECKOE MCCIEIOBAHME B BUJAE IOUCKA
2 4acThIX MyTallMii B reHe (puiiarrpuna, sl MOATBEP>KICHUS/UCKIIOYEHUS] MOHOTEHHOMN
dopmbr AJl. Tlpu JAHK oOcnemoBanuu mpoGania U €€ Marepd Ha MyTalMM TeHa
¢unarrpuna (2282del4, R501X) BbIsiBIIEHO: HAJIMYME F€TEPO3UTOTHOTO COCTOSHUSA IO
neneuun 2282del4 kak y marepu, Tak U y aodyepu. /luarHos: ATonuueckuil 1epmMaTur,
cemeiiHas Qopma, rerepo3urora mno wmyrauuud 2282del4 B reHe (Quiarrpusa,
ayTOCOMHO-JIOMUHAHTHBIA THUIl HACJIEJIOBAHMS. YUUTHIBas PENpPOAYKTHUBHBIM BO3pacT
MaTepH M KeJlaHue elé UMETh AeTeH, C y4eTOM MOoJIydyeHHOU MHpOopMalu B JTaHHON
CEMbE BO3MOXHO HECKOJIBKO IyTeH MpeI0TBpalleHUs OSIBICHUS JaHHOTO 3a00JIeBaHMUs
y TMOCHEAYIOUIUX JeTed. YUUThIBasg AaKTHUBHO pPa3BUBAIOLIMECS PENPOAYKTUBHBIC
TEXHOJIOTUH, MOXHO npemioxkuTb OKO ¢ JOMMIIaHTAUMOHHOM JUArHOCTUKOU
SMOpHOHA Ha JIaHHYI0 MyTalMio (B 3TOH ceMbe OHAa NPUBOAUT K pa3BuTHio AJl),
BO3MOYHA IIpeHaTaIbHAs JUArHOCTUKA HA paHHUX Cpokax OepeMeHHOCTH. Bo3MOXKHO 1
BBISIBJICHUE JIAHHOW MyTallMM cpasy mociie poxiaeHus pedenka. I[Ipu oOHapyxeHUH y
HEro MyTaluu HEOOXOIHMMO CO3JaTh YCJIOBMsI JKU3HU ITOro peOeHKa 0e3 KOHTAaKTa C
TpurrepusiMu  (paktopamu AJl (Komiaybs MEPXOTh), PEKOMEHJ0BAaTh IOCTOSHHOE
MPUMEHEHUE IMOJICHTOB, 3aMELIAIOIUX OaphepHYI0 (PYHKIHUIO KOXKU. Takoh moaxona K
pebeHky OyaeT NepcOHU(DUIMPOBAHHBIM U TOMOXET CHHU3UTh PHUCK Pa3BUTHUS
[aTOJIOrMYECKOro (PeHOTHUIIA.

[Tarment Y. 1996 roma poxxaeHusi, caMoCTOSITEILHO 0OpaTUiIcs ¢ kajno0aMu Ha
CyXOCTh U LIENYyLUICHUE KOXHU. V3 aHaMHe3a: U3BMEHEHHs KOXHU NOSBUJINUCH B PAHHEM
JETCKOM BO3pacTe B BHJIE BBIPAXKCHHOW CYXOCTH, COCTOSHHME PE3KO YyXyAIIaloch B
3uMHee Bpems. HabOmronancs y nepMarosioroB ¢ pa3ivMYHbIMHM JAMAarHO3aMH, MOIydall
pa3MyHOE JICYEHNE, OCHOBAHHOE Ha MECTHOW Tepamuy U oOILIeM yXoJe 3a Koxeil 0e3
BuguMoro 3dgdekra. CemeilHblii aHaMHE3: KpoMme MpoOaHja, y AU N0 MaTEPUHCKON

JJUHUKX OTMCYHAKOTCA HU3MCHCHHUA B BHIAC HCBBIPAKCHHOTO TI'CHCPAIN30BAHHOTO,
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MEJIKOIIACTUHYATOI'0, CBETJIO-CEPOToO IBETA IIEIYIIEHHUs] Ha HAPY>KHOW MOBEPXHOCTU
BEPXHUX M HIWKHHX KOHEUHOCTEHM, BHHM3Y J>XMBOTA M Ha OOKOBBIX ITOBEPXHOCTSIX
TYJIOBHUINA (JTOKTEBBIE W TOJKOJICHHBIE SMKH HE TOPAXKECHBI), UMEIOTCS H3MEHEHUS
IepMaTorIu(PUKU Ha JIAJIOHAX U TOJOIIBAX B BHJIC MOBBIIMICHHOW MCYEPUYEHHOCTU. Y
Marepu TmpobaHma ciabo BBIPAXEHHBIM THUIEPKEPAaTO3 Ha JIAOHSAX M TOJOIIBAX,
MMEIOTCSI U3MEHEHHUS JIepMaTOrIu(UKA Ha JAJOHSIX U MOJOIIBAX B BUJIC MOBBIIIEHHON
HMCUYEPUYCHHOCTH, HEBBIPAKCHHOE  MEJIKOTUIACTHHYATOE,  CBETJIO-CEPOro  I[BeTa
IIETYIIEHUE KOXXHM, MPUYPOUYCHHOE K KOXKE€ HapY)KHOM MOBEPXHOCTH PyK, HOr. [lpwu
ocMoTpe mpobanga: Bec 56 kr, pocT 174 cM, acCTEHWYECKHH THI CJIOXKEHUS C
HEBBIPAXKEHHON TOJKO0XHO-)KUPOBOU KJIETUATKOM, U3MEHEHHSI KOXKHU B BHUJE CPEIHE U
MEJIKO TIJIACTUHYATOTO MISTYIICHUS CEPOBATOTO I[BETa Ha TOJICHSAX W MPEATUICUbSX, C
BBIpQXEHHBIM (DOJUIMKYJISIPHBIM THUIIEPKEPATO30M IO HAPYKHOW MOBEPXHOCTH TUICY U
O0&nep, rumepkeparo3 JiajoHeW u mojomB. Ha mogomBax Oosiee  BBIpaKEHHOE
W3MEHEHUE JAepMaATOTIU(UKNA B BUJE MOBBINICHHOW UCYEPUYCHHOCTH, Y€M Ha JIaJIOHSIX.
YuuThiBas CeMEWHBIM aHaMHE3, aHAMHE3 pa3BUTHS 3a00JICBaHUS W KIWHUYECKYIO
KapTUHY BBICTABJICH JHArHo3: WUXTHO3 BYJbrapHBIM, ayTOCOMHO-AOMHHAHTHBIA THIT
HacnenoBanusi, cemeitnas ¢opma. Ilpu JJTHK oGcnenoBanun npobaHga, €ro MaTepu u
asau Ha Mytauuu TeHa ¢unarrpuHa (2282del4, R501X) BbisiBneHO: Hamuyue
TE€TEPO3UTOTHOTO COCTOSHUS 110 Aenennu 2282del4 y Bcex 00cie10BaHHBIX.

JlaHHbIE CEMEWHBIC MPUMEPHl XOPOIIO WJUTIOCTPUPYIOT KaK MOJTUMOPPHU3IM
KIIMHUYECKOTO TEYEHHUs, OOYCJIOBJICHHOTO JKCIPECCUBHOCTHIO MYTallud B Pa3HBIX
reHOMax BHYTPH OJHOM ceMbH, Tak M pasHble 3a0osieBanus (AJl u BU) npu ogHom u
TOM K€ TEHETHYECKOM JAe(heKTe B BHJIE€ T'E€TEPO3UTOTHOTO COCTOSHHUS MO JEJEIHUH
2282del4.

NHTepecHbl KIMHUYECKUE MPUMEPHI MPOSBICHUS TOMO3UTOTHOTO COCTOSIHUS 10
neneruu 2282del4.

Ha xoncynbranuo obparwmics 6onpHOM I'. 1990 rona poxxaenus, ¢ xxamodamu Ha
CYyXOCTbh KOXH, OCOOEHHO B 3UMHEE BpeMsl, U TUIIepKepaTo3 Ha JajoHsx. M3 anamHe3sa:
CYXOCTh KOXKHBIX MOKPOBOB OTMEYAETCSl C POXKICHHUS, HO B JICTHUN MEPUOJ] BPEMEHU

COCTOSHHUC KOXHU IPAKTHYCCKH HOPMAJIMU3YCTCA. B ICPBBIC TOAbI XHU3HU IIAIUCHT
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HaOmoalicd 'y JAepMarosiora Mo MECTy >KUTEIbCTBA C JUArHO30M KCEpO3, MOoJydal
MECTHYIO TE€paIuio U 00U yxoa 3a koxkeil. 3 cemeliHoro anamHesa: Miaaaiiui Opar
npobaHja HMMEET HOPMOCTEHHMYECKOE TEIOCIoKeHue, Bec 56 kr, poct 165 cwm,
M3MEHEHUsI KOKU B BUJIE HEBBIPAKCHHOW CYXOCTH U MEJIKOIUIACTUHYATOTO MICTYIICHUS
B 00JIaCTU KPYIHBIX CYCTaBOB M Ha JIaTepajbHBIX MOBEPXHOCTAX oOomx 1uied. Kpome
TOTO, y OpaTa UMEIOTCS U3BMEHEHUS JIepMATOrIM(PUKN Ha JIAJOHSIX M MOJOIIBaX B BUJIC
MOBBIIIICHHON HCUEPYEHHOCTH, a TaKXKe Ha JaJoHSAX HaOII0aeTCsl YMEpPEHHbIN
runepkeparo3. C JaHHBIMM HW3MEHEHUSMH y Bpaued He HaOmojascs, cuuTaeT ceods
3I0pOBBIM YesioBeKoM. [Ipu ocMoTpe MaTepu U OTia CHOCOB KaKMX-THOO0 M3MEHEHUH Ha
KOXK€ W JIaJOHHO-TIOJIOIIBEHHBIX IMOBEPXHOCTSAX BBISIBICHO He ObwIOo. [Ipu ocmotpe
npoOaHia: HOPMOCTEHHUECKOE TEJIOCIOKEHHUE, C HEBBIPAKEHHOU MOAKOKHO-KUPOBOU
Kietyatko, Bec 63 kr, poct 173 cm. KoxHBI npouecc HOCUT OrpaHUYEHHBIN
XapaxkTep, MPUYPOUCHHBIA K KOXKE BEPXHUX U HIDKHUX KOHEUHOCTEH. MI3MeHeHUs KOxXu
B BHUJIE CPEIHE U MEJIKO IJACTUHYATOrO IIENTYIICHHUsS CEpOBAaTOro LBeTa Ha TOJEHSAX U
MIPEAIUICYbSIX ¢ BBIPAXKEHHBIM (DOJUTUKYJISIPHBIM THIEpKepaTo3oM. MIMeeTcss n3MeHeHus
IepMaTorIuuKU Ha JaJOHSIX W TOJOIIBaX B BUJIC MOBBIIICHHONW MCYEPUCHHOCTH, Ha
MOJIONIBaX OHAa 0oJiee BhIpa)KeHa, YeM Ha JIiaJoHsaX. MIMeeTcs runepkepaTos JiaJloHeH U
nogomB. CTpyKkTypa HOITEBBIX IUIACTUHOK W3MEHEHAa B BHUJE IONEPEYHOU W
MPOJIOJBLHONM HMCYEPUCHHOCTH, HOITH Xpynkue, ToHkue. [lpu JIHK oGcnenoBanuu
npoOanaa ero cubca, MaTepu M OTIIa Ha MyTaluu reHa ¢unarrpuna (2282del4, R501X)
BBISIBJICHO: HaJIM4Me Aeseluu B rene ¢punarrpuna (2282del4) y mpobanma u ero cudbca B
TOMO3UT'OTHOM COCTOSIHMHM, @ Y OTIa U MaTe€pu reTePO3UrOTHOE COCTOSHHE IO JeIeIUU
2282del4. YuutsiBas ceMeWHbI aHAMHE3 — OTCYTCTBUE KIMHMUYECKOW KapTHUHBI y €ro
ponuresneil, KIMHUYECKYI0 KapTUHY y NIpobaHia W ero Opara, KOTOpas HE SIBISETCA
OeccriopHOM ISl MOCTAHOBKM JUArHO3a BYJIbFAPHOT'O MXTHO3a, MOXKHO MPEIANON0XKUTh,
YTO B JAHHOW CUTyallud UMEHHO TOMO3UTOTHOE COCTOsIHME 1o nenenuu 2282del4 naer
JaHHbIE KJIWHUYECKHWE TIPOSIBJICHUS. YUWUTHIBas  BBHIIICONMUCAHHBIE  CJIOXKHOCTH,
KOJUIETHAJILHO OBLIIO MPUHSTO PEIIEHNE O BHICTABICHUH JUArHO3a: UXTHO3 BYJIbIapHBIi.

B npyroit cembe TOMO3UTOTHOE cocTosiHuEe 1o nenenuu 2282del4 mano coBcem

Apyrue KiuHu4yeckue nposiiieHus. Ha xoHcynbranmio obparuiach Mama ¢ OOJIbHOM
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neBoukoi II. 2009 r. poxxaeHus, ¢ xamodbamMu y He€ Ha CyXOCTh U IIETYIICHUE KOXH.
N3 anmamHe3a OBLJIO BBIICHEHO, 4YTO JI€BOYKA OT TMEpBOM OEpEeMEHHOCTH, KOTOpas
nporekana 0e3 OCIIOKHEHHH, poJbl camMomnpou3BojbHbIE B cpoke 39 Hepenb. [lpu
POKIICHUH KOXXHBIC TIOKPOBBI 0e3 marosnoruu. [lonywyana mnuraHue: TrpyaHOE
BCKapMJIMBaHHE 10 4 MECSLEB, MOCIEe CMEIIEHHOE BCKapMIIMBaHUE C J100aBICHHEM B
panMoH oBoleld W (PYKTOB, a TakKKe PHUCOBBIX Kall. [lepBble HM3MEHEHHS KOXH
MOSIBWJIUCH B TEPBBIM MECSIl KU3HU B BUJE MOKHYThS Ha KOXE IIEK, KOTOPOE OYECHb
OBICTPO MOKPBUIOCH KOpoukamu. Uepes 3 Mecsiia mocie OKOHYaHUSI KOPMIJICHUS TPYIbIO
BCE BBICBHIITAHUS Ha JIUIIE perpeccupoBaiu. B 7 MecsiieB Ha KOXKe TYJOBUILA U STOIUIL
MOSIBUJIUCH YYACTKU BBIPAKEHHOM CYXOCTH KOXKU ¢ YETKMMU TpaHuiiamu. B 8 mecsiien
MIPOIIECC MIPUHSI PACIPOCTPAHCHHYIO (DOPMY U OBLIT IPUYPOUCH HE TOJIBKO K TYJIOBHIILY,
HO W K KOXe W€K, HOT B BHJI€ BBIPAXKEHHONW CYXOCTH KOXH C JIPUTEMOH, C
MPUCOCAUHEHUEM  BTOPUYHOM  WHDEKIHHU. OtMeuancs  peHUAUBUPYIOUIAMA
KOHBIOHKTUBHUT. B STOau4yHON CKJIajKe MOSBWINCH YPO3UHU, KOTOPHIE COXPAHSIUCh Ha
MPOTSHKEHUU HECKOJbKUX MecAleB. PeOeHok HaOmogancs y neauaTpa U JepMaTosora,
B pa3HbIC 3TAIbl )KU3HU C JUATHO30M aTOMUYECKUI JepPMaTUT, KOTOPHIA ObLIT BRICTaBICH
B Bo3pacte 1 Mecsua. Ilomywana peryisipHOoe J€4eHUE, OCHOBAaHHOE Ha HapyKHOU
Tepanuu  (pa3aUyHBIE  TONMHUYECKHWE CTEpPOWJbl, AHTUCENTHKU, HECTEPOUIHBIC
MPOTHUBOBOCIIAIUTEILHBIE  CpPEACTBAa),  JUETOTEpaNvH,  CHUCTEeMHOM  Tepamnuu
(aHTUTHCTAMUHHBIC npernaparsl, YHTEPOCOPOEHTHI, npu HEOOXOIUMOCTH
aHTUOaKTepUalibHasl Teparus), ABa pa3a B MOMEHT CHUJIBLHOTO OOOCTPEHUS HaXOIUIach
Ha crauuoHapHoM JedyeHuu. Co cinoB maTepu npoOaHAa, CEMEHHBIM aHamMHe3 110
aTOMTMYECKOMY JIEPMATUTy HE OTATOIIEH KaK CO CTOPOHBI MaTepu, TaK U CO CTOPOHBI
otua npobdannaa. IIpu ocMoTpe neBouku: GU3NUECKOE Pa3BUTHE B IIpeIesiax BO3PACTHOM
HOPMBbI, HOPMOCTCHUYECKHN THUI CJIOXKEHHUSI C TOJKOXKHO-KUPOBOM KJIETUATKONH B
npeaesiax BO3pacTHOW HOpMbI, Bec 16 kr, poct 94 cMm. KoxHBIM Tpoliecc HOCUT
pacrpocTpaHeHHbIN  xapaktep. 3MeHeHuss KOXHM B BUAE (POJUTUKYJISIPHOTO
rUnepkeparo3a B 00JIaCTH TpEeAIuIeuri W Tied. BbeIpakeHHass CyXOCTh KOXXHBIX
MMOKPOBOB Ha KOXKE€ T'OJIEHEeH, criiHbl. IMEIOTCsSl oyaru ¢ SIBICHUSAMU JIMXCHU(PUKAIIUU B

obiacTu KPYIIHBIX CKJIAAOK, HAa KOXKC H.[CK I9pPUTCMA C HICITYUICHUCM, XCIZJ'IHT, HNMCCTCA



98

uH(ppaopOutansHas ckianka. [lpu JJHK oOcnepgoBanum nmpobanga Ha Jeieruio reHa
¢unarrpuna (2282del4) ObUIO BBISBIEHO TOMO3UTOTHOE COCTOSIHUE TIO JeNeIUu
2282del4, a maTh u ortel] npobaHIa — TeTepO3UTOTHI o nenenun 2282deld. YuuteiBas
OTCYTCTBHE B aHaMHe3€ Yy OMOJOTMYECKHUX POJUTEIEH KaKUX-TUOO YIOMUHAHUN O
MOPaXKEHUU KOXKU B JIETCKOM BO3pACTe, HEJIb3s C MOJHOW YBEPEHHOCTBIO YTBEP)KIATh,
YTO JIaHHas TeHeTUYeCKas OCOOEHHOCTh Y HUX HE JOJDKHA Obla MpOsIBUTHCS. BronHe
BO3MOJKHO, YTO TMPOXKUBAHHE POAUTENCH B CEIbCKOW MECTHOCTH ObUIO (DaKTOPOM, HE
CIIOCOOCTBYIOUIUM peasi3aliy JaHHOTO T€HOTHUIIA.

[IpencraBnsercs 1eaeco00pa3HbIM BBHIMOJHEHUE TEHOTUIMPOBAHUS HA HAJIMYWE
myTauii 2282del4 u R501X B rene ¢unarrpuHa BceX OOJBHBIX € aTONMMYECKUM
JIEPMATUTOM, C IIEJTbI0 BHECCHHSI U3MEHECHHH B IIJIaH BeJCHUS OONBHBIX-HOCUTEIIEH 3TUX
Mmytauuii. Ha 23rtame HakoIsieHUsT 3HAHUW, CEMEWHBIM aHAMHE3 OCTAaETCA TEM
WHTETpaJIbHBIM TIOKa3aTesieM, Ha KOTOPBIA MOXXHO OIEPeThCs NPU HHTEPIpETaIlluu
nanubix uccienoBanuii JIHK. T'eHoTtunupoBanue MoxeT OBITh HMCHOJIB30BAHO IS
BBISIBIICHUSl JIeTeH-HOCUTENeH MyTanuii (B CeMbsiX OOJBHBIX C MYTAIUsIMH),
MPEAPACTIONIOKEHHBIX K Pa3BUTHUIO aTOMMUYECKOTO JIepMaTHUTa U IPOBEACHUS
I[eJICHANPABICHHOW TEPBUYHONU NPOPMIAKTUKUA. ITO OCOOCHHO BaXHO B CEMBIX C
ATOMMYECKUM JIEPMATUTOM, MOCKOJBKY JIE€TH POXKIAIOTCA 0€3 BUAUMBIX KIMHUYECKHX
MIPOSIBJICHUM, B OTJIMYKE OT BYJIBIapHOTO MXTHO3a, TIPU KOTOPOM YK€ MPHU POKIACHUU
MMEETCS U3BMEHEHHUE JIepMaTOrTU(UKHU Ha JaJ0HAX U nojoniBax. O0beIMHEHNE TaHHBIX
TCHOTUIIUPOBAHUA C CEMEHWHBIM aHaMHE30M TIO3BOJIUT  MPEJIOKHUTH  Ooliee
s ekTrBHBIE TYyTH WHAWBHAYalbHOU mnpodmiaktuku [97]. Bor emé HeCKOIbKO
JIOBOJIOB B TIOJI3Y TaKOro TOAXOJa MPUMEHHUTEIBHO K OOCYXIaeMol TeMe.
Koppemnsusa 6suta ooHapyxena mexay SCORAD u cnenuduueckum IgE x nomamineit
neu (r = 0,66; p <0,05), xknemeBomy amiepreny (r=0,53; p <0,05), u Komaubei
nepxotu (r = 0,64; p <0,05) y nauuentoB ¢ AJl ¢ myranusamu B rene FLG, HO Takoi
Koppessiiuu He Obuto 'y manueHtoB ¢ AJl 6e3 myramuii [71]. Ha naByx Oosbiimx
HE3aBUCHMBIX KOTOpTax JeTel MokazaHa CUiIbHAs B3aUMOCBSI3b MEXKY HOCUTEIHLCTBOM
myTauit (R501X u 2282del4) B rene FLG u kOHTakTOM € KOIIaubeil MEPXOTHIO B

MIEPBBIM TOJ KU3HU C paHHUM pa3zButueM AJ[ [95]. ABTOpBI CUMTAIOT, YTO KOLIAYbs
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NEepPXOTh CYIIECTBEHHO TOBBIIAET PHUCK pa3BuTus AJ] B mepBblid Trox XU3HU Y
HocuTenel mytanuii B rene FLG, 1 mo3ToMy He peKOMEHIyeTCsl COJepKaHue KOIIKU B
JoMe, TJe MpokuBaeT Takod peOéHok. Mytanuu B rene FLG — camblii CHIIBHBIN U
cCaMbIil XOpOIIO MOJATBEPXKACHHBIM TreHeTuueckuil ¢axktop pucka passutus AJl. OHu
y4acTBYIOT B IMEPBbIX ATamax pa3BUTHUU 3TOro 3a00JeBaHUS U CIHOCOOCTBYIOT €ro
xpoHuzauuu. UWx  uaeHTudukamus  co3na€T  NOTEHLMAN  IIeJIEHANPaBIECHHOTO
BMEIIATEIbCTBA U JICUEHHUS] M MOKET B KOHEUHOM WTOT€ NMPUBECTU K CO3AAHUIO0 HOBOU
MOJIEKYJIsIpHOM Kinaccudukammu AJl.

[lony4yeHHble pe3ynbTaThl Ba)KHbI JJIsi TTOHHUMAaHUS TOrO, YTO HETEHETUYECKHe
daktopsl AJ[ JOCTaTOYHO XOPOLIO H3YYEHBI, a TC€HETHYECKUE TOIBKO HAYMHAIOT
u3ydaThbCcsi, OCOOEHHO HX B3aumojeicTBue. Hampumep, HEU3BECTHO, BIHUAET JIU
3HAYUTENbHAsl BapuaOeIbHOCTh B MOCIEAOBATEIbHOCTH MMOBTOPOB Ha (DYHKIIMOHAJIbHbBIE
cBoiictBa (unarrpuna. Ho yxe mnoka3zaHo, 4To MOMMMOP(GU3M YHUCIA TAHIEMHBIX
MOBTOPOB T'eHa (PUiIarrpuHa acCOLUMUPOBAH C CYXOCTbIO KOXHBIX MOoKpoBoB [90]. Ilo
nanabiM R. S. Ginger u coaBTopoB (2005 r.), y HOcuTesned amnens ¢ 12 moBTopamu
CYXOCTh KOXHBIX TOKPOBOB BCTpedaeTcss B 4 pasza pexe, 4YeM Yy HOCUTENEeH Ipyrux
aieneil. MOXHO TpPeAnojgoXUTb, YTO BEPOSITHOCTh KIMHMYECKUX MPOSIBICHUN
BYJIbFAPHOTO MXTHO3a W AaTOMMYECKOro JepMaTuUTa y TeTepO3UroT IO MYTalHsIM
2282del4 umm R501X, B codyeTaHMM C TOMO3HMIOTHBIM HOCHUTEILCTBOM aJlJICNIs C
12 moBTOpamMu, OyneT MeEHble, IO CPaBHEHUIO C COYETAaHUEM C TOMO- WU
reTepO3UrOTHHIM HOCHUTEJIBCTBOM ailjieJIel € MEHBIIUM KOJUYECTBOM TOBTOPOB.
OT4acTd  OMNpPaBIAHHOCTh TAKOTO MPENANOJOXKEHUS KOCBEHHO TOATBEPXKIAIOT
pe3yNbTaThl KCCIAEAOBAHUS, B KOTOPOM JOKa3ajdd HapylieHue OapbepHOW (QYHKIIUU
KOXH, C TIOBBIILIEHUEM €€ MPOHUIIAEMOCTH y OOJIBHBIX C aTOMUYECKUM J€PMATUTOM, B
TOM YHCJIE M Ha HEMOpaXEHHBIX ydacTkax Koxu [49]. Xors m camo mo cebe
HOCHUTEJIbCTBO 3TUX MYyTanui y OonbHBIX ¢ AJl, kak ObUIO OOHapy»KeHO IMO3HEE,
aCCOLIMMPOBAHO CO 3HAYUTEIBHBIM CHMKEHHUEM TujpaTaiuu stratum corneum [71].
Kpome Toro, y GonbHbix ¢ myTamusiMu B reHe FLG uHAEKC KIMHUYECKOW TSAXKECTH
3aboneBanusi SCORAD cuIIBHO KOPpEIHUPYET ¢ TpPaHCAMUAESPMAIbHON MOTEPE BOIHI,

rUApaTaedl U TOJNMMHOW snuaepmuca. Toraa kak y OonbHbIX ¢ AJl 6e3 mytanui
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Takas koppeisuusi orcyrcrByet [71]. [loaToMy naHHBIE, MOTyYEHHBIE IO MOHOT€HHOU
dbopme AJl, oueHb BaXKHBI JUIsl MPAKTUYECKOTO Bpaya aepmatoiora. 13-3a MoHOreHHOM
ATUOJIOTUU HTOTO 3a00JI€BaHUsI MEHSAETCS TAKTHKA JICYEHUS, Ha TEPBOE MECTO BBIXOAST
CpelICTBa HApPY)KHOW Tepanuu, TaKhe KaK CMSTYalollMe CPEJCTBA JUIsl CyXOH KOXHU
(bemanTeH W cpeacTBa JieUeOHOW KOCMETHKH JJII CyXOM M aTONMUYHOW KOXH) U
AHTUMUKPOOHBIC, TPOTHBOBUPYCHBIE W  MPOTUBOIPUOKOBBIE  CpeacTBa  (Mpu
ocloXkHeHMsIX). YUTo KacaeTcss OCHOBHOHM (0a3MCHOM) MNPOTHBOBOCHAIUTEIBLHOMN
HapY>KHOM Tepamnuu, TO CIENYyeT YUUTHIBATh OTCYTCTBUE TAHHBIX O TOM, KaK OHU OyayT
oTIu4aThes Mo 3(P(HEKTUBHOCTU MPOHUKHOBEHUS NMPU HAHECEHUHU HA KOXKY HOCUTENEH
MyTalil B reHe ¢uiaarrpuHa, 1o CpaBHEHUIO C MHAMBUIAyyMaMu 0€3 A3THUX MyTalu,
O0COOEHHO TOMUYECKUX TIIIOKOKOPTUKOCTEpouaoB. Kpome Toro, B mocieaHue rojasl B
nedennn AJ[ BCE aKTMBHEE MECTHO MPUMEHSAIOTCS WHTHUOUTOPHI KalbIMHEBpPUHA
TaKpOJIMMYC U MUMEKpPOoIMMYyC. B aHHOTaMsIX K mpenaparaM U peKOMEHAAMSIX MOKHO
HAalTH Takoe MPOTUBONOKA3aHUE, KaK TeHeTHYeCKue Je(EeKThl HMHUAEPMaIbHOTO
Oapbepa, HO B MOSICHEHUAX CTOSAT CUHApPOM HeTeproHa M NaMelsisipHBIA UXTHO3 U HE
COJIEpKUTCS yIIOMUHAHUM 0 MyTanusax B reHe FLG, kotopsie BcTpeuatoTes B 3anagHoi
Espone y 50 % 6onbubix AJl [75]. beutn mpoBeneHbl HcCleIOBaHMS MO CPaBHEHUIO
3¢ ()EKTUBHOCTH MECTHOTO TMPHUMEHEHHUS TJIIOKOKOPTHUKOWIOB U  HWHTUOMTOPOB
KaJIBIIMHEBPUHA M WX BIMSHUS Ha TPOPUIIb SKCIPECCUU pssia TEHOB B Koxe npu A/,
OIlCHUBAJICA pUCK pa3Butus Jumdbom [74; 91; 152]. OnHako u 3TU UCCIETOBATEIbCKUE
TPYIIBI HE YYUTHIBAIU HalMuue y 00bHBIX AJ] HUM MyTanuid, HU KOJIMYECTBA MIOBTOPOB

B I'CHC FLG, HH IIPOHUITACMOCTHU KOKH Ha HCHOpa)KéHHBIX y4dacCTKax.

3.2 HpI/IMeHeHI/Ie Ka4€CTBCHHbLIX, INOJYKOJIUIECCTBCHHBLIX TECTOB H ME€TOAA

XpOMaTOFpa(l)I/II/I MOYM IIPH TOPIMHAHOM TCICHHHU ATOIMMUICCKOI'0 JiIcpMaTuTa

3.2.1 BoisiB1eHHE (DEPMEHTONATHI y eTell ¢ aTONMYECKUM JePMaTHTOM

Ka‘{eCTBeHHBIC, IMOJTYKOJIMYCCTBCHHBIC TCCTBI H XpOMaTOFpa(i)I/IH MOYHU — OTO

IIUPOKO MPHUMCHACMBIC BpadaMU I'CHCTUKAMH MCTOIbI AJIA BBIABJICHUA TPYIIIIBI PHUCKaA
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10 HACJIEJACTBEHHBIM 3a00JIeBaHUsIM OOMEHa BelecTB. Bpauam apyrux crnernuaibHOCTEN
OHM TIOYTH HE W3BECTHBI M MOATOMY HE MPUMEHSIOTCS BO BpaueOHOU MpPAKTUKE, XOTS
ATO JIOCTATOYHO YYBCTBUTEIBHBIA aHaW3 IS ONpEJeJCHUsS HE TOJIbKO OOJBHBIX C
TSOKEJION HACIECTBEHHOM MaTOJIOTHEH Uil KOPPEKIUHM, KOTOPhIM HE0oO0Xoauma
crenuduyeckass Tepamnus dTUOJIOTUYECKUMH TperapaTaMu WM JICUCOHBIM MUTAHUEM.
JlaHHBI METOJ| YJIaBIMBAET pa3jM4YHbIe OTKJIOHEHHUS, HE TOJbKO CBS3aHHBIE C
HapylIieHueM OOMEeHa BeIIeCTB, HO W MeTaboauThl Tpu  (HEePMEHTATUBHOU
HEJIOCTATOYHOCTH. DTHU METAOOJUTHI TOSBIISIIOTCS B MOYe MPHU IepepadoTKe IHIIH,
Korja ¢epMeHTa Ha TO WJIM MHOE BEIIECTBO HEJIOCTATOYHO. DTO MOXKET MPOUZOUTH IO
2 IpUYMHAM: TIPU HOPMaJIbHOM BBIPAOOTKE (QepMeHTa U H3OBLITOUYHOM IMOCTYIUICHUU
MPOAYKTa WM TPU HOPMAJIbHOM KOJMYECTBEHHOM YMOTPEOJICHUU TMPOIYKTa, HO
HEJIOCTATOYHOU BBIPAOOTKE (pepMeHTa.

Metonom xpomartorpaduu uccienoBan mMouy y 113 denoBek u3 1-if rpymnmsbl.
[Tocne monyueHust mEPBLIX PE3yJIbTATOB Y MAIIMEHTOB B BO3PACTHOW KATETOPHUH TOCIIE
6 mer (12 dyenoBek) He OBUIO TOJYYEHO 3HAYMMBIX HW3MEHEHHMM, HO W3 aHaIM3a
MOJTYYEHHBIX PE3yJIbTaTOB OHU HE HCKIIOYAINCh. B mocneayromieM onucaHuu OyayT
00CyXIaThCs MAIMEHTHI B BO3pacTe TOJIbKO 10 6 jeT. Takux gereit okazanock 101, us
KOTOpBIX 73 Mayibuvka U 28 J€BOUYEK. YUUTHIBas, 4YTO B Bo3pacte oT O 10 6 JeT oueHb
CWJIBHO OTJIMYAETCS XapaKTep MHUTAHUS, a HAJIMYME TeX WIM HWHBIX TPOJIYKTOB B
paloHe 3HAYMTENIbHO M3MEHSET TOoJiydaeMble pe3yJbTaThl U MOXET 3aTPYAHUTh HX
OOBEKTUBHYIO OIICHKY, BC€ J€THW OBUIM pa3/iesieHbl Ha BO3PACTHBIC MOITPYIIIBI OT
5 mecsaneB 10 1 roga; ot 1 roga mo 2 net; ot 2 net 10 3 net; oT 3 aeT 10 4 net; oT 4 110
S JIeT U 5 MecsueB.

VY 11 mamueHTOB B BO3pacTHOM MOATpyIe 10 1 roga moaydeHHbIC W3MEHEHHS
pacrpeeTmInch cleayomuM o0pa3om: y 2 AeTell He UMEeNIOCh OTKJIOHEHHU OT HOPMBI,
a'y 3 ObUIM U3MEHEHUS, HE CBA3aHHbBIE C KOPMJICHHUEM. Y OCTaBIIUXCS 6 eTei UMEeTUCh
cnenuduyeckrue MeTaboauThl. Y OJHOTO B MoOU€ OblIa BBISBICHA TIJIIOKYPOHOBAas
KHCJIOTa. [ JIIOKypOHOBass KHCIOTa — OJHOOCHOBHAs OpraHMyYecKas KHCIOTa,
OTHOCSIIIASICSA K TPYMIE YPOHOBBIX KUCIIOT, COACPKUTCS B HEOOJIBIIUX KOJUYECTBAX B

opraHu3Me 4ejoBeKa, o0pa3zyercs MpH OKUCUIIEHUH D-TIIOKO3bl U SBISIETCS OJHUM M3
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KJIFOUEBBIX KOMIIOHEHTOB NUTMEHTHOT'O OOMEHa B TMEUECHH. JTa PEAKLHUS SIBISETCS
OIHOW W3 OCHOBHBIX PEAKIMil KOHBIOTAIMH, BEAYIIMX K OO0E3BPEKUBAHUIO U
BBIBEJICHHUIO JICKAPCTBEHHBIX U TOKCHUYHBIX BEIIECTB W HEKOTOPHIX MeTabonuToB. M3
aHaMHe3a J3TOro peOeHKa BBIABICHO, YTO OH M3 TPYMNbl JeTed, 4acTo OOJEIIIHNX
MIPOCTYIHBIMU 3a00JI€BAHUSAMU, W IS MOAAEpKaHusl 00IIero UMMYHHUTETa OH MOJydall
pasInyHbIe Mpernaparbl U MOJWBUTAMUHHBIE KOMILIEKChl. MaTepu pebeHka Oblia aHa
pekoMmeHaamuss 00 oTmeHe mpenapatoB. Ilocme 3  mecsueB, NpU TOBTOPHOM
HCCIIeIOBAHUM, W3MEHEHHMH BBISIBIEHO He ObL10. B mocnemyromem y Hero Obuia
3adukcupoBaHa CBs3b Hadana obOoctpenus AJl ¢ wawaniom OPBU u npuemom
MpEnapaToB, COAECPKAUIMX CaAJULWIOBYIO KHUCIOTY. Y 2 TAUMEHTOB HMEIOCH
HE3HAYUTEJILHOE TOBBINICHUE Tiuko3aMuHoraukaHoB (I'AI'). DTo yrieBojgHas 4acTh
MPOTEOTJINKAHOB, TOJMCAXapuJbl, B COCTaB KOTOPBIX BXOJAT aMUHOCaxapa —
reKco3aMUHBI. B opranusmMe OHM KOBAJEHTHO CBSI3aHBI C OCJIKOBOM YacThIO
MIPOTEOTIMKAHOB M B CBOOOHOM BHU/JIe HE BcTpedaroTcs. | muko3amuuoriukansl (I'ATY) B
COCTaBE MPOTEONNIMKAHOB BXOJAT B COCTAB MEXKIETOUHOTO BEIIECTBA COCTMHUTEIBHOMN
TKaHU, COJAEPXKATCid B KOCTAX, CUHOBHUAJIBHON >KUJKOCTH, CTEKJIOBUIHOM TEJIE W
poroBulle TIa3a. BMecTe C BOJIOKHaMH KOJIJIJar€Ha M 3JaCTUHA MPOTEOTJIMKAHBI
00pa3yloT COCIMHUTEIHPHOTKAHHBIM MaTpUKC (OCHOBHOE BeIlecTBO). Bcienctrue
reHeTHYecKoro Hapymenus pacnaga ['Al’ pasBuBaeTcss  Oousiblliasi  TpyIa
HACJIeJICTBEHHBIX O0JIe3He oOMeHa — MyKomoJucaxapuao3bl. Ho He3HauuTenbHOE
noBbIieHue ['Al" MOXXET CBUACTENHCTBOBATh O (PEPMEHTATUBHON HEJIOCTATOYHOCTH Y
neTed mpu ynoTpeOIeHUN B MUILY MPOJYKTOB, COCTOSAIINX W3 KMUBOTHBIX OenkoB [20].
W3 anamHe3a 3TUX ABYX J€Teil ObUIO BBISBJICHO: KOXKHBIC BBICHITIAHUS TTOSBIJIMCH Yepe3
HECKOJIBKO HEJENb IO0CJIE€ BBEICHUS MPUKOPMA MSICHBIMH MNpOAyKTamu. Poaurtensm
Oblla JaHa PEeKOMEHAIUsl OTPaHWYUTh B TUTAHUM MSCHBIC NMPOAYKTH. Ha mpuéme
yepe3 HECKOJIbKO HeJeldb, B TEUEHHE KOTOPBIX COOJI0/aiach 3Ta PEKOMEHIAIUs, Y
neTed ObUIO OTMEYEHO 3HAYUTENIBHOE YJIYUIIEHHE CO CTOPOHBI KOXHOTO IMpoIlecca:
naekc SCORAD y Hux cHuswics no 14,1+4,5. YV 3 nanyeHToB B MOYe
MPUCYTCTBOBAJIM JIAKTO3a, TJII0KO3a U rajlakTo3a OTHOMOMEHTHO. ['anakro3a — OJuH U3

IMPOCTHIX CaXapoB. OTanyaeTcss OT TJIOKO3BI MNPOCTPAHCTBCHHBIM PACIIOJIOKCHHUCM
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BOJIOPOJIHOM M TUIPOKCHIBHOW rpynn y 4 yriepoAaHOro aroma. BXoauT B cocTaB
JUcaxapuaoB — JaKTO3bl M JIAKTyJ03bl. ['anakTo3a B MpoIyKTax B CBOOOJHOM BHUIE HE
BcTpedaetcs. OHa oOpasyeT aucaxapuj ¢ TIIIOKO30M — JIaKkTo3y (MOJIOYHBIM caxap) —
OCHOBHOM yTJIEBOJ MOJIOKa U MOJOYHBIX NMPOAYKTOB. B HopMe caxapa B Moue He
onpezenstorcsa. Ponurensm Oblia JlaHa peKOMEHAAIMS MO YMEHBIIEHHWIO B paliOHE
NUTaHUST MOJIOKA. Y JeTell uepe3 HECKOIbKO Heaelb COONIOEHUS TUETHYECKUX
pekoMeHaaIui Ob110 3aUKCUPOBAHO yhydIlIeHHEe cocTossHus Koxu: nHaekc SCORAD
y HUX cHu3mics ao 11 + 3.5.

B Bo3pactHOll moarpymnme oT | roma mo 2 JeT mocliie aHaiu3a IMOJYYEHHbBIX
PE3yJIbTATOB 0KAa3aJloCh, YTO Y 5 MAIMEHTOB OTKJIOHEHHUM HE BBISBICHO. Y 6 MallMEHTOB
3a(UKCUPOBAHO HE3HAYMTENbHOE yBeaudeHue (pykTo3bl. OpyKTo3a — MOHOCAXAPU/I,
KETOreKco3a, B JKMBBIX OpraHW3Max MPHUCYTCTBYET HCKIIOUUTENbHO D-m3omep, B
CBOOOJTHOM BHJI€ — TMOYTH BO BCEX CHAAKUX sirojnax u ruogax [20]. YerBepo U3 3TUX
MAI[MeHTOB O0CJICIOBAIUCh B JICTHHE MECAIBl, M B WX palMOHE NHUTaHHUS OBLIO
npeobnananre (QpPyKToB (B OCHOBHOM OaHaHbl U si0J10kHM). Pomgutensm nereit ngaHa
pexomeHaanusi cOajdaHCUpOBaTh MHTAHUE MO HEOOXOJWMBIM JKUpam, OellkaM U
yriaeBojaM ¢ YYeTOM BO3pacTa HX JeTed, a TakKe YMEHbIIEHHEM B paluoHe
KoinuecTBa OaHaHOB U A0J0K. Yepes 3—4 Hexenu mocie KOPPEKIUU MUTAHUS MHACKC
SCORAD cuusuinca 1o 12 £3,5. V 7 nereil B MOY€ IPUCYTCTBOBAJIA CPa3y HECKOJIBKO
MeTa0OoJMTOB YIIEBOJAHOIO OOMEHa: rajakro3a, IJII0Ko3a M Jiakro3a. Jlakrosa
MOCTYMaeT B OPTaHW3M C MOJIOYHBIMH TPOAYKTaMHU: MOJOKOM, CMETAHOH, CHIpOM,
roryprom, kedupom. 13 pannona nereit ObU1M YOpaHbl 3TH TPOAYKTHI (OHU COCTABIISIIIH
6onee 50 % panuoHa NUTAHUS JIeTel), Yepe3 HECKOJIbKO Hellelb ObUI0 3aUKCUPOBAHO
yIy4IlleHHE COCTOSIHUSI Y BCEX MAalMEHTOB, a Yy 1 pebeHka yepe3 3 HeAelnu KOKHbIE
MOKPOBBI TIOJHOCTHIO OCBOOOJMIIUCH OT BBICHIMAHUW. Y OAHOro pebeHka ObUIO
BBISIBJIEHO OTKJIIOHEHHWE B BHUJE YBEJIMYEHMsI KpeaTMHUHA, TemapaHcylbdaTa, pe3Koe
yBenudeHue (B 3 pasza) xonapoutuHcyib(data (XC), yBenuuenune ['Al, ramaktossl,
TJIIOKO3bI, JTAKTO3bI W (PpyKTO3bl. KpeaTMHMH — 3TO OAMH W3 KOHEYHBIX MPOAYKTOB
OesnkoBOro oOMeHa B OpraHu3Me, MO3BOJSIONMN CYIUTh O COCTOSSHUM TIOYEK M

MBIIIIEYHOM CHUCTEMBI ueioBeka. XOHApOUTHUHCYIb(DaTel (XC) OTHOCATCS K TpyIIe
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COCIMHEHUN, KOTOpbleé HMMEIOT oluiee Ha3BaHue — cyibhatupoBanueie ['Al' [20].
VYuuThiBasi MONYYEHHBI pe3yJbTaT, peOEHOK ObLI HampaBlieH ISl HUCKIIOYCHUS
natojoruu mnodvek. llocie mnpoBeaeHHOTO KOMIUIEKCHOTO OOCIEAOBaHUS €My OBbLI
BBICTaBJIEH JUAarHo3 BsJioTekymiero nueiaonedpura. Ilocme Kypca JedeHUs
nueroHeppuTa B TEUEHUE Mecslla KOoKa MPAKTUYECKH OYMCTUIIACH OT BBICHIMAHUMN. Y
apyroro peOeHka ObLIO BBISBJICHO He3HauuTeabHOe TMoBbImIeHHe XC, a Takke —
raJlakTo3bl, TJIOKO3bl, JAKTO3bl, KCWJIO3bl, (PYKTO3bl U OJUTrOcCaxapa. ITO CTaJo
MOBOJIOM i OoJie moApoOHOro cOopa aHamHe3a 3a00JIeBaHUS, B TOM YHUCJIE JHUETHI.
[Ipy yTouHeHHMH XapakTepa MUTAHUS BBIICHUIOCH, YTO OHO COCTOUT U3 MPOJIYKTOB C
npeoOiaganreM yriaeBoaoB. [locie oOcnenoBanus y SHAOKPUHOJIOTA, ISl UCKITIOUSHUS
nebroTa caxapHoro auadera, pedEHOK ObLT HAIIPABJIEH HA KOHCYJIbTAIUIO K AUETOJIOTY C
nenblo moadopa cOallaHCUPOBAaHHOTO TUTaHUS € ydeToM ero Bo3pacta. Yepes
HECKOJIBKO HeJeNlb IMOocJie Hayanda COONIOACHUS PEKOMEHIAlMM KOXKHBIM Mpouecc
perpeccupoBall.

B 3-10 BO3pacTHyo moarpymnmy ot 2 g0 3 net Bouuid 13 nereit: 4 AeBOYKM U
O manmpunkoB. Y Bcex ObUIM HaWJeHbl 3HAYMMble OTKJIOHEHHUS OT HOPMBL. Y
5 ManpurKoB ObUIO BBISIBICHO yBenuueHue I'Al’ B Mode, mpuueM y OJHOTO U3 HUX B
3 paza Beiiie HOpMBI. [loBbienne I'Al" MOKeT cBHIETENBLCTBOBATH O (PEPMEHTATHUBHOM
HEJIOCTAaTOYHOCTU Y JeTell Mmpu ymoTpeOJEeHUU B MHUILY MNPOAYKTOB, COCTOSIIUX M3
AKUBOTHBIX OenkoB [20], moATOMY Ha BTOPOM IpueMe Oblila yTOYHeHa UHPOpMaLUs 110
panmony nuranusg. OKa3ajlock, YTO OH B OCHOBHOM COCTOMT U3 MSICHBIX MPOJIYKTOB, a Y
noclyiegHero 6adymika ¢ 3aBUAHBIM MOCTOSIHCTBOM KOpMuMiIa peOeHKa MsCcoM, Oyayyu
YBEPEHHOM, YTO OHO HEOOXOJMMO JUIsl pocTa Majbuuka. PoaurensM nerei Obuia naHa
pexomMeHaanusi cOajdaHCUpOBaTh MHUTAHUE MO HEOOXOIWMBIM KuUpam, OelkamM u
yriaeBoaaM. Yepes 3-4 Henenu nocie koppekuumu nutanus nHaeke SCORAD y Bcex
causmics 1o 13 £3,5. V apyrux 3 nmanueHToB M3 3TOM BO3PACTHON MOATPYMIBI OBLIO
O0OHapy’KeHO yBeIMYeHHE PPYKTO3bI B MOYE, eI Y 3 — paBHOE YBEIMUYECHHE KCUIIO3bI U
GpyKkTO3bl. DTHU caxapa MPUMEPHO B PABHOM KOJIMYECTBE YacTO MPUCYTCTBYIOT B
KEBAaTEJIBHOM MapMesajae, IMpu MOAPOOHOM paccrmpoce MaM  IPENoIOKEHUE

IMOATBCPANIIOCH. POJII/ITCJII/I HCKPCHHC CUHUTAJIN, YTO ITO ((66306I/II[HOC» JJAKOMCTBO OJIsA
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JeTeil, KOTOphIM M Tak BCcE 3ampenieHo ecTh. Emé y 2 nerelt ObUTM BBISBICHBI
OTKJIOHEHHS B BHUJE VYBEIMYCHHS TalakTO3bl, TJIIOKO3bI, JAKTO3bl B YMEpPEHHBIX
KkonuuecTBax. OCHOBHBIE 0J110]1a UX MUTAHUSL COCTOSIIM U3 MYUYHBIX TIPOAYKTOB. CeMbsiM
ObUIM JaHbl PEKOMEHAAIMHM MO YMEHBUICHUIO JOJH ATUX MPOAYKTOB B paluoHe. 3a
4 nenenu unaekc SCORAD y nereit camuzuiics go 12,1 + 3,2.

B Bo3pactHyro noarpynny ot 3 n0 4 ner Bouud 22 nauueHta. Y 4 neteil He
OBLJIO BBISIBJICHO HUKAKUX OTKJIOHeHHH. Y 13 nerei ObLIO 3apUKCUPOBAHO YBEIUUYCHHE
['AT’, npuueM y 3 U3 HUX JaHHBIA MOKa3aTeslb B 3 pa3a MpeBbIIIaN HOPMY, KaKk U B
npeablayed noarpymnmne 3To Obuin Manbuuku. [Ipu moapoOHOM paccrpoce Bce
POJIUTENN YTBEPKAAJIU, UTO MACO HE SIBJISIETCS aJUIEPreHOM U JI0 HACTOSAIIEr0 BPEMEHU
OHM OBLIM YBEpEHBI, 4TO uyeM OoJjblie MsAca, TeM ayumie. [IpyyemM, UMEHHO B ITOM
noarpymnne, 6 MaM OTMETWUJIIM, YTO JETHU HE JIIOOAT MSCHBIE NPOAYKTBL. Y JPyrux
5 nereii OBLIO BBISIBICHO M3MEHEHHUE [0 HECKOJBKUM IOKa3aTelisiM: YBEIMYCHHE
KpeaTuHUHa modtd B 3 pasza, nosbiieHue ['Al, dpykTo3bl; M y ABYX U3 HHUX —
TIIIOKYpOoHOBOM kucnoThl. Korga B aHanuze GuKcUpyroTcs MeTaboIuThl OOMEHa cpasy
Mo BceM oOMeHaMm (OCJKOBBIM, YIJIEBOAHBIA M KUPOBOM), HEOOXOAUMO HCKITIOYATH
3a00JIeBaHUS KEITYJOUHO-KUIIEYHOrO0 TpakTa. B aHaMHe3e y Bcex ObLIM YCTaHOBIICHBI
JUCIIENICHYECKUE pACCTPOMCTBA, CBSI3aHHBIE C HApyUICHUEM peXMMa MUTaHUs,
pPacCTpOMCTBO KHUIIEYHHMKA. IJTHU OONbHBIE OBUIM OTMPABICHbI HAa KOHCYJBTALMIO K
racTposHTeposiory. Ilocie nmpoxoxaeHus Kypca JiedeHUs OCHOBHOTO 3a0osieBaHust A/l
nepenies B peMUCCHIO.

Camoli MHOTOUYHCIIEHHOM OKa3anack 5-s1 noarpymmna (35 00ibHBIX), 3TO eTH OT 4
10 6 ner. B Hell TONbKO y JABYX MAIIMEHTOB HE BBIABICHO HUKAKUX MU3MEHEHHUH. Y
OCTaJbHBIX B TMOJYYEHHBIX pe3yJbTaTax ObUTM 3a(UKCUPOBAHBI PA3ZHOOOpPA3HBIC
M3MEHEHHs, KOTOpbIE HE BCErjJa MOXXHO ObUIO OJHO3HAYHO HHTEPIPETUPOBATH. Y 3
OBLJIO HE3HAUYUTENbHOE yBelnueHue (GpyKTo3bl, y 2 — He3HauuTenbHoe yBennuenue Al
u Qpykro3bl, y 1 — HeOousblioe MOBBIIMIEHHE (PYKTO3bI U OJUIOCaAXapoB. ODTUM
OONBHBIM OblJIa JaHA PEKOMEHJAIUsl CKOPPEKTHPOBAaTh OanaHc OENKOB >KUPOB H

YIJICBOAOB B JUCTC C YUCTOM UX BO3paACTaA.
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Y 26 manueHTOB M3 3TOM BO3PACTHOM MOATPYHIBI ObUIO 3aperucTPUPOBAHO
pEe3KOe YBEIUUYEHUE KpEeaTMHUHA, MpUYeM y 8 W3 HUX — HE3HAYUTEIbHOE IMOBBIIICHUE
(bpYKTO3bI, a y MATH — GPYKTO3bI U OJIUrocaxapoB. KpeaTuHuH — 3TO OWH U3 KOHEYHBIX
MPOJYKTOB OEIKOBOro OOMEHa B OpraHu3Me, MO3BOJIIIONIMNA, B TEPBYIO O4YEpE.lb,
CYIUTh O COCTOSIHUM TOYEK U MBIIIEYHON CUCTEMBbI uesoBeka. OH SBISICTCS OJHUM M3
KOMIIOHEHTOB OCTAaTOYHOTO a30Ta, KOTOPHIA BBIBOJAUTCS W3 OpraHu3Ma d4epe3 MOYKHU
(KpeaTUHHMH, MOYEBHHA, aMMHUaK, Mo4eBasi kucjora u aAp.). [lo ypoBHIO KpeaTUHHHA U
JIPYTUX KOMIIOHEHTOB OCTATOYHOTO a30Ta B KPOBU CYIST O BBIACIUTEIBHON (DYHKIIUU
nouek [20]. ¥V 13 u3 26 naniueHTOB MOMUMO OIMCAHHBIX BBIIIIE U3MEHEHUH BBIIC/ISIACH
TJIFOKYPOHOBAsl KHCJIOTa — OHA Y4YacTBYET HE TOJBKO B 00€3BpEKUBAHUU MPOIYKTOB
THUEHUS OCIKOBBIX BEIECTB, 00Pa30BaBIINXCS B KUIIICYHUKE, HO U B CBSI3BIBAHUU PsJia
JIPYTUX TOKCUYHBIX COCIMHEHHUH, KOTOphIe 00pa3yroTcs B mpoiecce oomena [20]. Tlpu
o0clieToBaHUM ITUX OOJIbHBIX Yy 8 OBUIN BBISIBJICHBI Pa3IMUHbIE MOpaxeHus nouek. Emé
y ogHoro u3 26 O6bUT10 OOHApYyKEHO yBenuueHue kpeatununa, ['Al', renapancynbdara,
XC, TIIOKYpOHOBOM KHCIOTHI, (PYKTO3bl M JepMaraHcyibdarta. B ero anamuese
MMOMUMO TOPHUIHOTO TeueHuss AJl mMenoch OTCTaBaHUE B TICHXOMOTOPHOM Pa3BUTHUH,
TEHJICHIIUS K TMPOTPAJUCHTHOMY TEUYEHUIO OOIIEro COCTOAHUS. boyibHOW ObLI
HaIpaBJieH K MEIUIMHCKOMY T€HETUKY JJISl UCKIIOUEHUS] HACIECTBEHHOW IMaTOJIOTUH
oOmena BemiecTB. KoJIMYeCcTBO MAaIlMEHTOB C M3MEHEHHBIMU  MOKa3aTeIsIMU

IPEJCTaBICHO B Ta0IMLE 5.

Ta6J11/1ua 5 — KonnuecTBo ManueHTOB € aTOIMMMYCCKUM JCPMATUTOM B BO3PACTEC 10O 6 JeT

C UIBMCHCHUAMMU I10 PC3yJIbTaTaM XpOMaTOFpa(i)I/I"IeCKOFO aHaJIn3a MO4YHu

KonnuecTBo nanueHToB B rpynne
Ilokazarenu
0,51 rox 1-2roma | 2-3roma | 3-4roma | 4-5 ner
®dpykro3a — 6 3 — 3
®pykTO3a, OJUrocaxapa — — — — 1
JlakTo3a, IIII0K03a, TajlakTo3a 3 7 2 — —
Kcunosa, ppykrosa — — 3 — —
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IIpooonsicenue mabauyol 5

IToxa3zarenn KonmuecTBo nanueHToB B rpynne

0,5-1 rox 1-2 roma 2-3 roma 3 4roma | 4-5 mer

['mrokypoHoBas kuciora 1 — — — —
AT 2 — 5 13 —
I'AT', ppykro3za — — — — 2
Kpeatunun, gpykrosa — — — — 8
Kpeatunun, gpykrosa, — — — — 5
oJurocaxapa

Kpeatunun, gppykro3a, — — — — 13

oJmrocaxapa, r”itoKypoHoBasd

KHCJIOTa

OTkII0HEHHUE TI0 OOJIBIIOMY YHUCITY — 2 — 5 1
roKazareyeun

be3 nzamenennit 5 5 — 4 2
Bcero 11 20 13 22 35

[Ipu TmIaTenbHOM aHalIM3€ MOJYYEHHBIX Pe3yJbTaTOB B MOCIAEAHENH TOATPYIIIE
KOPPEKIMsI MUTAaHUS YK€ HE TaK SIBHO BIMsUIa HA YJIYUYIIEHUE COCTOSHHS KOXHOTO
mporiecca, OJHAKO JICYCHHE BBISBICHHBIX OTKJIOHEHWHA B paldoTe TOYEK,
KEITYTOUYHO-KUIIIEYHOTO TpaKTa M JPYTruX BBHISBICHHBIX 3a00JICBAHUM YIIydIlIaiao
teuenue AJl uepes 4-5 Henenb.

N3 101 manuenTa ¢ TopnuaHsiM TeueHrneM AJl B Bo3pacte ot 0,5 MmecsieB 10
6 51eT, TOJbKO y 16 % manueHToB HE BBISBICHO HUKAKUX U3MEHEHUM TIPU MPOBEACHUU
ouoxumuyeckoro ckpuauHra moun Ha HBO. ¥V octanbnbix 84 % oOcienyeMbix ObLIN
BBISIBIICHBI pa3IMuHbIC OTKJIOHEHMS. Ha OCHOBE MOJy4eHHBIX JaHHBIX BCE JETH
pa3IeNuiIuch Ha TEX, Y KOTO ObUIM M3MEHEHUs 10 oJlHOMY Ttokazatento — 33 (33 %), u
Ha TeX, Y Koro ObUI0 3a)UKCUPOBAHBI M3MEHEHHS MO HECKOJIBKUM IOKa3aTeIsiM —
77 (77 %). IlaumenTtam ¢ pa3nuuHbIMU BUJIaMHi (EPMEHTONATUN Ha3HAYAIACh JIMETA C

HUCKIIFIOUCHUCM TIPOAYKTOB, COACPKAIINX TC MJIM WHBIC BCUICCTBA, 06Hap}7)KeHH]'::Ie B
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ananuze mMoud. [locine Ha3HaAYCHUST MHANMBUIYaIbHON JUETHI WU cOaJaHCUPOBAHHOTO
nutanusi OOJBHBIE OCMATPUBAIUCH uepe3 S5—7 Henelb C TMOBTOPHBIM pPacueToM
ungekca SCORAD. Kpome wuHIuMBHIyadbHOW JUETHl WM COAIaHCUPOBAHHOTO
MUTAHUS BCE MAIMEHTHI MOJy4Yalud HA3HAUYCHHOE WHIAMBHUIYyalbHOE JieueHue AJl B
COOTBETCTBHUM C TEUEHHUEM IpolIecca.

Cpennsia BenmuunHa uHAekca SCORAD y HUX [0 Ha3HA4Y€HHUS OUETHl WIIH
cOaaHCUPOBAHHOTO MUTaHUsA cocTaBuia 54,2 + 5.4, [locine Ha3HAYEHUS UM JTUETHI
WU cOATaHCUPOBAHHOTO MUTAHUS B COOTBETCTBHUM C MOJYYEHHBIMU OTKJIOHEHUSIMU
yepe3 4-5 Henellb y BCEX MOJYYEH MOJIOKUTEIbHBIN PE3yJbTaT B BUAE JHOCTHUKEHHS
crorikoit pemuccun AJl, a uagekc SCORAD cuuzmiics no 13,1 £4,6. V 8 naiueHToB
C OTKJIIOHCHHMSIMU TIO OOJIBIIIOMY YHCIYy IIOKa3aTejaeld mocyie a000CieI0BaHUs Y
MEIUIIMHCKOT'O TeHETUKA WM Y IPYTUX CHEIUAMCTOB OBLIN BBISBICHBI U3MEHECHUS
nouek, JKKT umu HBO.

Ocraércst HEACHOM TpUYMHA MpeolagaHus MajJbYMKOB B TOJIOBOUM CTPYKTYpE
rpynmsl B Bo3pacte 110 6 et (73 %).

B xome [maHHOrO HMCCIEIOBAaHUS BCTPETWIICS Ka3yMCTHUYECKUH  clydai
HEMPaBWIHHOM MHTEPIpPETAIlUd BpaueOHON peKOMEHJaluKu poauTenbHuIeil. JleBouka
M. 4 ner. M3 anamue3a: A/l BbICTaBlIEH meAuMaTpoM Ha 4-M Mecdle Xu3HU. bpuia
Ha3HayeHa Oa3uCHasl Teparus, SMOJICHThI, aHTUTUCTAMUHHAS Teparus W JueTa, He
cojieprkaiias mpearnojaraeMble ajieprensl. Jleuenrne okaswiBasio 3PGEKT HE NOITHH U
He croiikuii. [Ipu npoBeaeHnN MOJYKOJIUYECTBEHHBIX TECTOB U XpoMaTorpadhuu MOUH y
He¢ ObuUTa OOHapyXeHa MAaHTOTEHOBasi KUCoTa. [[aHHas KuciIoTa B HOpME B MOYE HE
ONpeAesieTCs U HE CUHTE3UPYETCS OpraHu3MoMm. [laHTOTEHOBas KHCIIOTa MOJy4usia
CBOE Ha3BaHME OT I'PEUYECKOT0 «IAHTOTEH», YTO O3HAYAET «BCIO/IY», U3-32 YPE3BBIUAITHO
IMPOKOro €€ pacnpoctpaneHus. [lonamas B opranusM, oHa MpeBpaniaeTcs B MAHTETUH,
KOTOPBIM BXOJUT B cOCTaB KohpepMeHTa A, KOTOPBIH UTpacT BAXKHYIO POJIb B MpoIleccax
okucieHus u anetwinpoBanus. KobepMeHT A — OJHO M3 HEMHOTHX BEIIECTB B
OopraHu3Me, y4acTBYIOIee B MeTa0oIn3Me OEJIKOB, JKUPOB U YriieBoAoB. OHa TpeOyeTcs
U1 oOMeHa KUPOB, YIJIEBOJAOB, aMUHOKHCIIOT, CUHTE3a KU3HEHHO Ba)KHBIX >KHUPHBIX

KHCJIOT, XOJICCTCpHHA, TMCTaMHHA, allCTUJIXOJIMHA, reMOrjI001Ha [20] I/IHTepeCCH TOT
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(akT, 4TO OHAa YYBCTBUTEJbHA K HArpeBaHUIO, MPU TEPMHUUYECKOU 00pabOTKe TepsieTcs
noutu 50 % ButamuHa. IIpu mpoBeAEHNN MHTEPHET MOMCKA MO MPUCYTCTBHUIO JTaHHOU
KHUCIIOTBl B TPOJYKTaX BBIACHUIOCH, UTO OHA B JOCTATOYHOM KOJMYECTBE HAXOAMUTCS B
kabaukax. [locie monydeHHs: CTONB JIOOOMBITHOIO aHajdu3a MaMma pebeHka Oblia
npurjamnieHa Ha Oeceny. M3 aHaMHe3a BBISBIEHO, YTO B PaHHEM JETCKOM BO3pacTe
MocJie pEKOMEH AU 110 OYEePETHOM AMeTe MaMma Ceana BbIBOJ, YTO JAHHBIN MPOAYKT
ABJIAETCS TMOJE3HBIM W Oe3omacHbIM. JleBouka €XEIHEBHO Mojyyaia Mo 2 cTakaHa
CBeXeBbKaToro kabaukoBoro coka. Ilocie ormensl mpuema coka ueped | mecsil
KJIMHUYECKHUE TPOSABIICHUS CTalM MPAaKTUUYECKH HE 3aMeTHbl. 3a 3 roaa (Mo cioBam

MaTepH) TaKOU MOJOKUTEIHHON TMHAMUKHN HE OTMedanoch (pucyHok 10).

Jlo Ha3HAYCHUS TUETHI Uepes mecsll OT Havana JueThl

Pucynok 10 — CocTtosiHuEe KOKHU B TMHAMUKE
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B moarpynme B Bo3pacte oT 12 jer U crapuie OTKIOHEHUS OMOXUMUYECKUX
MoKaszaTejel OT HOpMBI OBLIM y BCEX MalMEeHTOB. JlaHHbIE M3MEHEHHUS OBLIM OYEeHb
pa3HOOOpa3Hbl M HE3HAUMTENbHBL. BeceM marmenTaM Oblla Ha3HAYCHA MHAMBUIYaTIbHAS
JMeTa C Yy4YeTOM BBISIBJICHHBIX OTKJIOHCHUN IO pe3ylibTaTaM ucclenoBanus. Bce
MAMEHTHI 3asBWIM O COONIOZICHNN pekoMeHaanuii. HecMoTps Ha coOmIo/IeHHe TUETHI,
OHAa YK€ MCHBIIIEC BJIMSAJIA HAa KOXXHBIC TPOSIBICHUS, HO TAlUEHTHl OTMEUaau Ooliee
JUTMTENIPHYI0 PEMUCCHIO MeEXay oOocTpeHusiMu. llocie aHanm3a MOTyYEHHBIX
PE3yIAbTATOB OBLIO PENIEHO MCKIIIOYUTH MAIMEHTOB B BO3pacTe mocie 6 JIeT U3 IJlaHa Ha
nanpHenIee 00ciae0BaHue JaHHBIM METOJIOM.

Pe3ynbTaThl  HACTOAIIETO  HMCCJIEAOBAaHUSA  TO3BOJIAIOT  HANESTHCS,  4YTO
xpomarorpaduss MOYM MOXET CTaTh XOPOIIUM  JIOMOJHHUTEIBHBIM  METOJIOM
oOclieToBaHMs TAIMEHTOB C aTONMMYECKUM JEPMATUTOM B JETCKOM BoO3pacTte 10 6 JeT.
OTOT METOJT MOXKET TTOMOYb J€PMATOJIOTY UHANBUIYAIN3UPOBATh JUETY, HA3HAYAEMYIO
MaJICHbKOMY TAIlMeHTY, @ B HEKOTOPHIX CJIy4asX MO3BOJIUT BOBPEMs JTUArHOCTUPOBATH
3a00J1€BaHMs MMOYEK, DHJAOKPUHHON CHUCTEMBI, U, KOHEUYHO, HACJICJICTBEHHbIE 0O0JIC3HU
obmena BemecTB. CBoeBpeMeHHasi mocTtaHoBka auarHoza HBO ¢ HasHaueHuem
MAaTOr€HETUYECKOW Teparuu MOXKET TMPeayNpelnTh, B YaCTH CIIy4aeB, pa3BUTHE

HMHBAJIMAHOCTH OT TaAKHNX 3a00JIEBaHUM.

3.2.2 BpIfiBJIeHHEe MOHOI'€HHBIX 0o0Jie3Held O0MeHa BelleCTB Yy JeTeill ¢

ATOIMNYIECCKUM NEPMATHTOM

Cpenun HacjaeACTBCHHBIX 3a00JICBaHUIN YEIIOBEKa OJHO M3 CaMbBIX 3HAYUTCIIBHBIX
MECT 3aHMUMAIOT HAacJeICTBEHHbIC Oojie3HH OOMeHa. B HacTosiee BpeMs 3Ta rpymmna
BKitoyaeT okosio 700 pasznuuHbiXx 3a0oseBaHuil. bosnbmias 4acTh 0OMEHHBIX
pPacCTPOCTB 3aKIIFOYAETCS B HACIIEICTBEHHO OOYCIOBICHHOM JIe(DeKTe OMpeaeiEHHOTO
oenka — dpepmenta. depmeHT npeacTaBiIsieT coO0W aKTUBHBIA 0€I0K, 6€3 KOTOPOTO He
MOTYT TPOTEKAaTh PA3IUYHBIC XUMUUYCCKHE DPEAKIIUU, COCTABIISIONINE OCHOBY OOMEHa
BelecTB. BeimageHue yHKIMU GpepMeHTa (TpaHCIIOpTa MOJICKYJ U3 KIIETKH B KJICTKY,

3alUTHl KJIETKU OT YY>KE€POJHOI'O BELIECTBA, CTPYKTYPHOU (DYHKIIMM) UM CHUKEHUE
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€ro aKTUBHOCTHU, «pabOTOCIIOCOOHOCTHY, MPUBOAUT K HAPYIICHHUIO NPOLIECCOB CUHTE3a
win  pacnaga. Lenwlifi psg  HacineacTBEHHBIX OoJlie3Hel oOMmeHa 0O0ycloBiIeH
HapylIeHHeM B oOpraHu3dMe oOMeHa O€KOB, YrieBoAoB. Muorue 3aboJieBaHUs
00ycJIOBNIEHBl Ae(UIMTOM BUTAMUHOB M METauIoB. M30BITOYHO HaKamMBaromimecs c
BO3pPAacTOM B >KMJKOCTSIX M TKAaHSIX OpraHM3Ma YeJlOBeKa HepacCIICIIEHHbIE MPOIYKThI
oOMEHa BEHIECTB MPHUBOAAT K MOCTEIIEHHOMY Pa3pyLIEHUIO CTPYKTYPhl U HAPYIIECHUIO
¢byukuuii opranoB [20]. Bce Oone3nu oOMeHa, ¢ MO3UIMU JI€PMATOJIOTA, MOKHO
pa3fenauTh Ha T€, Y KOTOPbIX OCHOBHBIE KIMHUYECKUE MPOSABICHHS ACOIOTHPYIOT C
KOXHBIX NPOSABICHHM; Ha Oone3Hn oOMeHa, MpPU KOTOPHIX KOXKHBIE MPOSBICHUS
HAYMHAIOTCA Yepe3 ONpeleJIeHHOEe BpeMsl IMOcjie Hadala JAPYruX KIMHUYECKHUX
MPOSBIICHUM 3a00JIeBaHUs, U Ha T€, Y KOTOPBIX MPOSBICHUS HAa KOXKE€ HE BO3HUKAIOT.
HuddepenumpoBars gaHHbIE 3200JIeBaHUS HEOOXOAUMO, TaK Kak 0€3 3THOJIOrHYEeCKOTO
nedyeHus (MOJyYEHUE WIM HCKIIOYEHHE TeX WIM HHBIX (PEPMEHTOB HJIM BEIIECTB C
NuUIIeil) OHW MPUBOAAT MAllMEHTa K MOJUCUCTEMHOMY MOPAa)KEHUIO, UHBAIMIHOCTH U
cmeptu. [ToaTOMyY NpaBUIIBHO W BOBPEMS MOCTABICHHBIA JUArHO3 HE TOJIBKO MOMOXKET
BbIOpaTh TAKTUKY BEJCHUS [IaHHOTO NAal[MeHTa, HO M CHACTU eMy >Xu3Hb. CaMbIM
HarJIAIHBIM ~ NPUMEPOM  JaHHOro  3a00JeBaHUsl  SIBJISIETCS  DHTEPONATHYECKUUN

aKpoJIepMaTHT.

Oumeponamuueckuti akpooepmamum

OTO HAcIeNCTBEHHOE HapylleHue oOMeHa IMHKa. B marorenese 3aboseBaHus
OCHOBHYIO pOJIb UIpaeT JAePUuIUMT IMHKAa, C ayTOCOMHO-PEIIECCUBHBIM THIIOM
HaclieJoBaHus. be3 3THOJOrHYecKoro JIeYeHUs BBI3BIBAET CHUCTEMHOE IOpaXeHUe,
KOTOpPO€ MOXET MPHUBECTH K JieTallbHOMY ucxoay [127]. YuurteiBas, 4to Ae0IOT
3a00J1€BaHUsI PA3BUBACTCS MPEUMYIIECTBEHHO Yy JIETEH IPyIHOTO0 W PAHHETO JETCKOTO
BO3pacTa, 0O0JIe3Hb MHOTJA OMIMOOYHO JAMArHOCTUPYIOT KaK COUYETAHHUE JIUCIICTICHH C
pPa3IMYHBIMUA  KOXXHBIMU 3a0oJieBaHUSIMH. HemocTaTOuyHOCTh LIMHKA B OpraHU3Me
BBI3BIBACT CHIDKCHUE (DEPMEHTATUBHOM aKTUBHOCTH M, KaK CIIEJICTBUE, HapyIICHUE
CHUHTE3a HYKJIEHMHOBBIX KHCIOT. DTO MNPOUCXOIUT H3-3a TOTO, YTO IIMHK SIBIISECTCS

koakropom  psga  depMeHTOB:  meno4Hor  (docdaTtaszpl,  KapOOAHTHAPA3HI,
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THaMUHKUHA3bI, MaHKPEaTHUUeCKOW KapOOKCHUIENTH/Ia3bl, TJIYTAMHUHICTUIPOTCHA3bl U
ap. Ilpu ero nedunure NPOUCXOAUT CHUKEHUE HAMPSKEHHOCTH KJIETOYHOTO M
T'YyMOPaJIbHOTO MMMYHHUTETa (yMEHBIIAETCS YPOBEHh MMMYHOIJIOOYJIMHOB, OCOOEHHO
IgA u IgM), HapymaeTcss oOMeH TpunTtodana. BeneacTBue u3MeHEeHU COOTHOIICHUM
JUHOJICBOM M OJICMHOBOM KHUCJOT TMPOUCXOJHWT HapylieHHuE (QyHKIMOHAIBHOMN
aKTUBHOCTH sniuaepmuca [14, 15]. B xoxe uccnenoBanus 6110 BBISIBIICHO 2 TIAIIMEHTA C
JAHHBIM JUArHO30M.

3a koHCynbTalMe oOpaTmiach MaMa 4-mecsauHoro pedenka /. ¢ xamobamu Ha
CyXOCTh W HIEIYIIEHWE KOXHU. AHAMHE3: MEPBbIE U3MEHEHUSI KOXHU TMOSBUIMCH YEpeE3
3 HeJIeNIM MOcTe POXKICHUS B BUJIE TIOPAXKEHUS KOKHU BOKpYT pra. OHU OBLIN pacieHEeHBI
MEIUaTPpOM KaK pa3ApakeHHE KOKM Ha cOocaHuMe MoJioka u3 rpyau. K momyropa
MecAllaM KOXHBIM TMpolecc crTaid 0oJjiee BBIPAXKEH, BOBJICKINCH KOXa MIEK U
HOCOTYOHOTO TPEYTOJbHUKA, ITOIUI] M BOKPYT aHAIIBHOTO OTBEPCTHUS B BUJIC SPUTEMBI U
OTEKa C MOSIBIEHUEM MOKHYTHS. B mocienyromem npouecc pacupoCTpaHWIC] Ha KOXKY
KUBOTA, TpyAH, cnuHbl. B 2 Mecsia peOGeHOK ObUI TOCIUTAIU3UPOBAH B OTIEICHUE
HOBOPOXJCHHBIX C JMarHo3oM aTonuueckuii nepmatut. [locie npoBeIeHHOro B
CTallMOHape JIeYeHUss OH OBLI BBIMMCAH C HE3HAUYUTEIbHBIM YIYUIICHUEM T0]]
HaOJIOICHUE JlepMaTojiora MO MeCTy KuTenbcTBa. [lodyudan perynsipHoe JedeHue,
OCHOBAaHHOE€ Ha CHCTEMHOW Tepamuu, MECTHOW Tepamnuu, AMeTe U oOIeM yXojae 3a
KOXeH, KOTopoe TpPHUHOCWIO TnepeMeHHbl ycnex. Ilpu ocmotpe mnpobanaa:
HOPMOCTCHUYECKUN THUIl CIOXKEHUSI C TMOJKOXKHO-KUPOBOW KIETYATKOW B IMpejesiax
BO3pacTHOM HOpMBL. Bec 7,6 kr; pocT 68 cM. OOpaiaer Ha ceOsi BHUMaHUE CBETOOOS3Hb
(3aKkpbIBaHUE TJIa3, MPUIYPUBAHUE HA SIPKUN CBET, MBIKCHHUS OOIIETO HEJOBOJILCTBA).
BelpaxkeHHass ~ CyXOCTh ~ KOXHBIX  TOKpOBOB.  KOXHBI  mpolecc  HOCHUT
pacrpoCTpaHEHHBIN XapakTep, MPUYPOYEH K KOXE TOJOBBI B 00JIACTH JIMIIA, IIEH,
3aHE TOBEPXHOCTHM YIIHBIX PAKOBUH, TYJOBHUINA, KOHEUYHOCTEH, COCTOSHUE
SPUTPOJEPMHUHU, LBET SPKO-KPACHBIM, IICNyIIAIIUECs CIUBAIOUIMecs  OJISAIIKY;
€IMHUYHBIC BE3UKYJbI, MyCTYyJbl, KOPKU. IIpu OCMOTpe MNPUIATKOB KOXKHU BBISIBICHBI
MHOKECTBEHHBIE JIUHUM BO Ha BCEX HOTITEBBIX IUIACTUHKAX. YUYUTHIBAs KIMHUYECKYIO

KapTUHY, BO3paCT Hadaja 3360HCB3HI/IH, TSOKECTh  TCUYCHHA, TOPHHUIAHOCTH K
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TOPMOHAIBHON Tepanmuu OB TMPEANoioKeH AuarHo3: cuHapom JlanGombsTa-Kiocca.
JUiss TMOATBEp KIEHUST JUarHo3a ObLT PEKOMEHIOBAH aHAJINW3 KPOBH HA COACpXKAHUE
IIMHKA W OWOXMMHUYECKHM CKPUHUHT MOYM Ha HACJIEICTBEHHBbIE OO0JE3HH OOMeHa
BEIIECTB, B TOM YHCJIC U Ha SKCKPELHIO IIMHKA. [Ipy mosydeHnn pe3ynbTaToB aHAIN30B
JAHHBIN JUArHO3 OBLI MOATBEPXKACH J1a00PaTOPHO.

Y4auThIBas TSKECTh COCTOSIHHSI, OBUIO PEKOMEHIOBAaHO BHYTPHBCHHOE BBEJICHHE
CoJieil IMHKa B J103€, MPEBBIMAIONICH CYTOYHYI0 MOTPEOHOCTH B 2-3 pasa, B TEUCHHE
Hepenu. [locne Havama STHONOTMYECKON Tepanmuu B/B BBEICHUS IIMHKA M TONYYCHHS
MOJIOKUTENILHOTO pe3ynbTaTa (pucyHok 11), peOeHOK mepeBeneH Ha CyiabdaT HUHKA
BHYTpPB (mociie enpl!) mo 0,1 r/cyT. ¢ yBenu4eHueM J03bl MO0 Mepe MPUOaBKU B Bece 10

10 net. bputa npeayioxkeHa maasiias cxeMa OTMEHbl KOPTUKOCTEPOUTHBIX TOPMOHOB.

Jlo Hauana neyeHus Uepes Tpu Heelu Nociie Havasia JeYEHUst

Pucynok 11 — 3¢ pekTUBHOCTD 3TUOJIOTUUECKON TEpPATUU MIPU IHTEPONATUICCKOM

aKpoJepMaTUTe
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3.3 ArTonuyeckuil JAepPpMATHT NPH XPOMOCOMHBIX, MOHOICHHBIX H

MYJbTH(PAKTOPHAIBHBIX 3200/1€BAHUAX

3.3.1 IIposiBjeHusi AaTONMHYECKOr0 JEPMATHTA NPH XPOMOCOMHBIX

HAPYLICHUSIX

VYuuteiBasg ngaHHble, 4yTOo HEe MeHee 10 % Bcex 3adaTmii B 4YEIOBEUYECKOM
MOMYJISIUK  COMPOBOXKAAIOTCS aHOMAJIUSAMU pa3BUTUA, cpean kotopbix 0,5 % —
XpoMocoMHbIe 3aboneBanus, 0,7 % — MonekynsapHas natosorus, 1,8 % — moJureHHbIe
HacJe/JCTBeHHble  3a0oneBaHuss W ocTajmbHble 7%  —  HaclleCTBEHHbIE
npeapacnonoxeHus [24], MOKHO MPEANOI0XKHUTb, YTO aTOMMYECKUI JAepMaTUT JaJIeKO
HE BCerja NpOTEKAaeT KaK caMocTosiTelnbHoe 3aboneBaHue. OCOOEHHO 3TO KacaeTcs
ToprnuaHOro TeueHust AJl, Tak Kak 4acTO KOXKHBIE MPOSIBICHUS, WACHTHUPUIUPYEMbIE
NEpPBOHAYAJILHO KaK aTOMUYECKUH JIepPMATUT, OKa3bIBAIOTCS BTOPUYHBIMH  T10
OTHOIIEHUIO K OCHOBHOMY Tpoleccy. COOTBETCTBEHHO, 0 TE€X MOp, MOKa Bpay HeE
pa30epéTcst B 3TUOJIOTMU OCHOBHOTO Mpollecca U He HAYHET YCTPaHATh NPUUMHY (eciu
3TO BO3MO>KHO) MJIM OCO3HAHHO BMEIIMBATHCS B MATOTreHe3 3aboiyieBaHus, YPGEKT OT
cumnromaruueckoil tepanuu AJl Oyner HemoctarounbiM, a AJl Oyaer cuuTarbes
TOPIIUTHBIM.

B pa3BuTHM aTONMYECKOro JepMaTuTa ydyacTByloT Oosiee 20 T€HOB B pa3iuvHbIX
xpoMocoMax. MX CBSA3BIBAIOT NPEMMYLIECTBEHHO C Jokycamu 1q23-q25, 13ql4.1,
11q12-ql13, 6p21.2-pl12, 5q33.2, 5932 [127]. B 21 Beke yxe onucaiu 13 HOBBIX
MOJIUMOP(PU3MOB, CBSA3aHHBIX C (POPMUPOBAHUEM AJVIEPTUUYECKOTO MOPAKEHUS] KOXKH,
pPacnoioKEHHBIX TJIaBHBIM 00pa3oM Ha xpomocomax lq, 3q u 17q. T'eH, xoaupyroumui
B-ens BeicOKOadGuuHOTO penentopa s IgE, pacnonoxken B xpomocome 11q13. On
OKa3bIBaCT pETYJSATOPHOE BO3AeMCcTBUME Ha mnpoaykuuro IgE y mnanueHToB C
aTOMMYECKUM JE€pPMaTUTOM 3a CuUeT CHUHTe3a JBYX OenkoB. B xpomocome 1q23
pacnonokeH reH, koaupyromuit y-uens [gE-peunenrtopa. [lomydeHsl naHHbIE, UTO TEH,
PacIoNOKEHHBIM B XpoMocoMe 321, KoaupyeT KOCTUMYISATOpHbIE MOJeKyasl CD-80

(B7-1) u CD-86 (B7-2), koTopble HEOOXOAUMBI JJIsl AKTUBAIIUU UMMYHOKOMITETCHTHBIX
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KJIETOK ISl TIEPENAYM CHUTHAJIOB C aHTUT€HIPE3CHTUPYIOIINX AEHAPUTHBIX KIETOK HA
T-mumdponutel. Omnpexnenensl jokycsl 1L-4 u IL-13 (xp. 5q) 1 ux noauMopgHbBIX
peuenTopoB (xp. 16 u X). DT UUTOKMHBI B3aUMOJECUCTBYIOT C JMHUTEIHATbHBIMU
KJIeTKaMu Koxu u  (pubpobractamu, a Takxke ¢ T- wu B-nmumdoruramu.
NnentuduuupoBanbl ¥ JApPYyrue TeHbI-KaHIUAAThl HA POJIb OCHOBHBIX B MATOTEHE3E
atoruu: HLA, TNF (xp. 6), XeMOKHHOB U MX PELENTOPOB, XMMa3bl TYYHBIX KJIETOK U
Ip. AHaIW3 CUEIUICHHS MEXIY TeHHBIMHM JIOKYCAMH IPOJEMOHCTPHUPOBAI BEIYLIYIO
ponb rena IL-13, nokanuzoBanHoro B xpomocoMe 5q31-33, mpu aTonmmyeckom
aepMaTtuTe. ITOT PEryIsITOPHBIN nentu asiusercs pakrtopom pocra B-mumponuros. B
xpomocome 5q31-33 umeercst knactep cemeictBa reHoB nuTokuHoB (IL-13, IL-4, IL-5,
GM-CSF), xortopeie skcnpeccupyroTcss Th2-kmerkamu [38, 127]. Cuuraercs, 4YTO
skcnpeccusi reHa IL-4 wurpaer onpenensioulyr0 poyiib B Pa3sBUTHH aTOMUYECKOTO
nepmatuta. llog ero peryiasiTOpHbIM — BIHMSHUEM TNPOUCXOAUT MEPEKIIOYEHUE
OomocuHTe3a UMMYHOTTI00yTUHOB ¢ IgM Ha npoaymupoBanue IgE u [gG4. B xpoMmocome
12q14-q24-33 pacnonoxensl renbl INF-y, a takxke SCF, cTuMynupyronme poct
Ty4HbIX KiaeTOK. B xpomocome 17ql1.2 upentuduiupoBaHa pa3HOBUAHOCTb TI'eHa
RANTES, xkoTopas MOXET UMETh OTHOIIEHUWE K TIOBBIIMIEHHONW SKCIPECCUU
CC-XeMOKHMHOB, BBIABIISIEMON y OOJBIIMHCTBA NALIMEHTOB C ATOMWYECKUM JIEPMATUTOM.
B maroreHesze aTonmmyeckoro AepMaTUTa y4acTBYIOT KJIETOYHBIE MOJIEKYJbl aAre3uH,
kogupyembie reHom VCAMI1 kaptupoBan (1p32-p31). Ilpeanonarator Hanuuue oOmien
reHeTHYECKOW OCHOBBI aTOMUYECKOTO JiepMaruTa, rncopuaza u 6onesnu Kpona. OHu
UMEIOT 0011I1e JTOKYChl Ha Xpomocomax 1q21 u 17q25 [127].

VYuuTsiBasi, YTO PacCHpPOCTPAaHEHHOCTh XPOMOCOMHBIX 3a00JIEBaHUI B MOMYJISALINH
coctaBisAoT 0,5 %, oHM UMEroT OOJIBIION YAEIbHBIN BEC B CTPYKTYpPE HACIEICTBEHHbBIX
3a0oneBaHuil W HaubOoJee aKTyalbHOW SABISETCS WX JUArHOCTUKA, OBLJIO pEIIEHO
BBIITOJIHUTh KAPUOTUIIMPOBAHUE Y HEKOTOPBIX MALMEHTOB C IMPOSBICHUSIMHU Ha KOXKE,
KOTOpbIE TPAaKTOBaIUCh Kak AJl ¢ TopnuaHbIM TedeHHMEM. B 3Ty rpynmy BOIUIH
4’7 MalMeHTOB, y KOTOPBIX UMEIINCh PA3JIMYHbIC MTOJIUCUCTEMHBIEC MTOPAXKEHUS, KOTOPHIE
MOTJIM OBITh CBS3aHBI C XPOMOCOMHBIMH abeppauusmu. Ilociae mnpoBeaeHHOTO

KapuOTHIITUPOBAHUA Y 8 IIallUCHTOB OBLJIM BBISIBJICHBI Pas3IMIHBbIC OTKJIIOHCHHA OT
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HOPMAJILHOTO KapHOTHUIIA, YTO cOCTaBMIO 17 %. DTO mpeBbIIaeT 00IENnonyIsIIuOHHOE
pacnpocTpaHeHHe XPOMOCOMHOM marosoruu B nonyisauud. [lox HaOmrogeHuem
HaxXOJWJIach CeMbsl C ceMeilHoi ¢dopmoii aTtomuueckoro aepmarurta. llpu mowucke
MyTalMii B TeHe ¢uiarrpuHa MyTallud He OOHAapy>KeHbl, NpHU TMPOBEICHUU
KapUOTHUIIUPOBAHUS OBUIO BBISIBICHO, YTO Yy OOOMX B JIBYX IMOKOJICHHSIX OTMEuajach
OJIHA U Ta e XpoMocoMHas nepectporika (46 XX, - 46 XX inv 7 (qh ph) y matepu u 46
XV inv 7 (qh ph) — y ceiHa). Y HUX UMETUCh OJHOTUITHBIE U3MEHEHHS KOXHU (CyXOCTh
KOXHBIX TOKPOBOB; MEJKOIUIACTUHYATOE IIEIyIIeHWe B TMepuoa OOOCTPEHHS;
GOoNTUKYISPHBINA TUIIEPKEPATO3 Ha pa3rudaTeIbHBIX MOBEPXHOCTAX BEPXHUX U HUKHUX
KOHEUHOCTEH, criuHe u sroauiax). Oopaian Ha ce0s BHUMaHUE UICHTUYHBIA ()EHOTHUI
MaTepy U ChbIHA, & TAK)KE UMEJIOCh HETUIINYHOE TEYEHNE apTEPUATBHON TUIIEPTEH3HH.

B 2 ngpyrux cinydasx Obul BbisiBiAeH KapuoTun 46 XiXq, 3TO COOTBETCTBYET
cugapomy IllepemeBckoro-Tepuepa. bonbnas P. wnabmogamace ¢ 42 jer vy
raCTPOdHTEPOJIOra MO MOBOAY XPOHUYECKOTO TacTPOIYOJECHUTA, PELUIUBUPYIOIIETO
MoJIMIOo3a Kenyaka. Y OonbHOM crnenuduueckuii (QEeHOTUI, XapakTepHBIM s
cungpoma IllepemeBckoro-Tepuepa. Poct 149 cM, aHTUMOHTOJIOMAHBIN pa3pe3 rias,
HIMPOKOE TMEPEHOCHhE, «IIUTOBUAHAS» TpyAHAs KIETKA, THUIEPTEIOPU3M COCKOB H
JIOTIATOK, KOPOTKasd I1esi, HU3KUil pocT BoJioc, cubitus valgus, genovalgum, ykopoueHue
IV u V MerakapnajibHbIX KOCTEH, HOTTU C YIUIYOJIEHHBIM HOTI'TEBBIM JokeM. Kpome
M3MEHEHUH >KeNy0YHO-KUIIIEYHOTO TpakTa y OO0JbHOM BBISIBJICHBI XPOHUUYECKHM OTHUT,
CHIW)KEHHE CJyXa, IpoJlalic MHUTPAJIBHOTO KianaHa, HapyLIEHHE IPOBOJUMOCTH,
XpPOHUYECKUNA OpOHXUT CO CHACTUYECKUM KOMIIOHEHTOM, Y3JIOBaThlii 300 ¢
runep@yHKIMel MUTOBUIHON *Kejle3bl, OTCYTCTBHE BTOPUYHBIX IMOJIOBBIX NMPU3HAKOB,
pe3kas TUMOIUIa3us MOJIOYHBIX JKeNn€3, WHGaHTWIbHAs MaTKa, pyAUMEHTapHbIC
AUYHUKHU, TIEpBUYHAsT ameHopes (Bce M3MEHEHHs MOATBEP)KICHbI JIA0OpAaTOPHBIMU U
MHCTPYMEHTaNbHBIMU MeTojaMu). lleproguyeckn Habmomanach MaKpolUTapHas
aHeMusi, oJmaMuHoauuAypus. Jlununael kpoBu cHukeHbl. Koxa: cpenHell BeTUYUHBI
OypoBaTble, MJIOTHO NMPUKPEIJICHHbIE YEIIYHKW HA TYJIOBHINIE, IlIee, CrUOaTeNbHONU U
pasrubaTesbHON MOBEPXHOCTH KOHEeUHOCTeH. CBOOOIHBI OT MOPaKEHUSI TIOIMBIIICUHbIE

BIIaAWHBI, JIOKTCBBIC SIMKH, 0071aCThb FCHI/ITaJII/Iﬁ, OCHTPAJIBHBIC YYACTKH KOXH JIHIIA,
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JAJOHU N0 TUNY MEPYATOK M CTONBI IO TUNY HOCKOB. llpu kapmomormyeckom
obcnenoBannn 46 XiXq (M30XpoMocoMa JJIMHHOTO TIuieda X XpoMocombl). B
nanbHeleM OoibHas OblIa MPOONEPUPOBAHHA — CTPYMAIKTOMHUS, C TOCIETYIOIINM
Pa3BUTUEM TSKEIOTO THUIIOTUPEO3a M PE3KUM YXYIIICHHEM TEUEHHUs MPOSIBICHUU CO
CTOPOHBI KOKHBIX MMOKPOBOB. Cpelln pOACTBEHHUKOB NOPAKEHUS KOKH HE OTMEYAJIOCh.
B nanHOM cnydyae OTCYyTCTBOBallO KOPOTKOE Iuiedo (p) OAHOM M3 X XpOMOCOM, a
OCOOEHHOCTH KapUOTHUIIA MO3BOJWIA OOBSICHUTH MEXaHH3M €ro BOZHMKHOBEHHUsS (IIpHU
HAJIMYUA MYTallMM B «HOpMaibHOW» X XpoMocoMme He ObUIO XapaKTepHOro JJIst
KEHIIMH TeTEPO3UTOTHOTO HOCUTENHCTBA HOPMAJIBHOI'O I'EHA).

Y npyroit GonbHol C. 27 ner BbISIBIEH Kapuotun 46,X,+mar: KapuOTHII
aHOMAJIbHBIM, HecOaJaHCUPOBAHHBIM, B KOTOPOM NPHUCYTCTBYET MOHOCOMHS IO
X XpoMocoMe, TITI0C MapKep HEU3BECTHOTO MpoucXoxaeHus. [lpu oOpameHuun y Heé
ObUTH XaJoObl Ha CYXOCTh KOXHBIX TMOKPOBOB C OOOCTPEHHEM B OCCHHEE BpEMS.
HaGmonanace y aepmarosiora mo MecCTy >KuTenabcTBa ¢ AJl ¢ paHHEro AeTcKoro
BOo3pacta. B mocnenHue 5 JeT mpou30onuIo YXYAILIEHUE COCTOSHUS B BUAE MOSBICHUSA
3yAa, WIETYUIEHUS KOXH, BBIPAKEHHOW CYXOCTH KOKHBIX IOKPOBOB, OCOOCHHO Ha

criiHe (pUCYHOK 12), 3puTeMBbl Ha CTUOATEIBHBIX TOBEPXHOCTSIX.

Pucynok 12 — I3mMeHeHus KOKHU Ha CIIMHE TIpHU Kapuoturne 46,X,+mar
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Jlepmartonorom sl KyMUPOBaHUSA KIMHUYECKUX MPOSABICHUM ObUTM Ha3HAYEHBI
MECTHBIE TIIOKOKOPTUKOU/BI, KOTOpbIe 0OJibHAsA MpuMeHsaa 6e3 BUauMoro ¢ dexra.
W3 aHaMHe3a >KM3HU: HaOMIOZIGHWE Y akyllepa-rMHEKoJora ¢ HapylleHHEM
MEHCTPYaJIbHOTO LIMKIIa, nmepBuuHoe Oecruionue. [Ipu ocmotpe: poct 152 cM umeercs
cnenuuyeckuii peHoTHN, xapakTepHblil 1s cunapoma lllepemesckoro-Tepuepa. U3
3akmroueHus murtorenetuka: 46,X, 1 (X) (ql0), inv (9) (pllql2orl3) [28], kapuoTum
aHOMAJIbHBIN, HecOAlaHCUPOBAHHBINM, B KAPUOTUIIE PUCYTCTBYIOT JBE Pa3HOBUIHOCTH
XpOMOCOMHBIX abeppanuii; 1: wu3oxpomocoma X MO JIJIUHHOMY IUiedy . 2:
NEPUIICHTPUYECKAasl MHBEPCUS XPOMOCOMBI 9, Helb3s HUCKIIOYUTh BOBJICUCHUE
AyXpOMaTUHOBOrO paiioHa 9q13 B uHBEpCHIO.

VY 2 apyrux OONBbHBIX MPU KAPUOTHUIUPOBAHUM OOHAPY>KEHbI HE3HAUYUTEIHHO
OTJIMYAIOUIUECS IO pa3Mepy UHBEPCUH 9-1 XpOMOCOMBI.

YV eme aByx OOJbHBIX OBUIM BBISIBJIEHBI TPAHCIOKAIMOHHBIE  (POPMBI
XPOMOCOMHBIX MEPECTPOeK. Y OJHOM M3 HHUX — cOalaHCUpPOBAaHHAS TPAHCIOKALMS
46,XX, t (1; 5) (p32; q31.2-32) [13], uTO sIBAsIETCS aHOMAJIBHBIM KapUOTHIIOM, HO
cOalaHCUpOBaHHBIM. B KapuoTume nMpucyTcTByeT peUUIPOKHAs TPAHCIOKAIUS MEXIY
I u 5 xpomocomamu ¢ Toukamu paspeiBa 1p32 u 5q31.2-32. V npyroit onpeneneH
kapuotun 46,X, t (X,15) (p10; p10) [13] anomanbHbIH, cOaTaHCUPOBAHHBIM, B KOTOPOM
MPUCYTCTBYET PELUINPOKHAS TPAHCIOKALMS MEXKIY XpomMocoMamu X U 15 ¢ Toukamu
paspsbiBa B paitone nearpomep (pl10; p10).

[Ipoananu3upoBaB TOJYYEHHbIE JAHHbIE MOXHO CJeJIaTh BBIBOJ, YTO IIpHU
topnuaHOoM TeueHur AJl B Bo3pacte nocie 20 JIET U COMYTCTBYIOLIEH MOJIMCUCTEMHON
NaTOJIOTUM  WJIM  HApyUIeHUH  PENpOAyKTUBHOM  (QyHKIMM  LenecooOpa3Ho

PCKOMCHAOBATH KAPUOTUIIMPOBAHUC.

3.3.2 MoHorenHbie 3a0071¢eBaHUN, NIPH KOTOPbIX NPH3HAKH, XapaKTEepPHbIE

AJIH aTOIMMUYIECKOro JjepmMmaTrura, ABJAAI0OTCHA OJJHUMHU U3 BEAYIHIUX CUMIITOMOB

MoHoresnple 0OOJE3HHM — 3TO pasHoOpoaHAdA 110 KIMHHUYCCKHUM IIPOABIICHUAM

rpynna 3aboneBaHui, 00YCIOBICHHBIX MyTallUsIMU Ha YpOBHE reHa. 3aKOHOMEPHOCTHU
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HacJe0BaHMUsI MOHOTEHHBIX 00Je3Hel COOTBETCTBYIOT 3akoHaM Menaens. [loatomy Ha
MOMEHT Ha0opa Tpynnbl MAlUMEHTOB JJi HACTOSILIETO0 HCCICAOBAHMUS Y OOJIBHBIX
OLICHMBAJICS HE TOJILKO aHamMHe3 Hayajga u TeueHuss A]Jl, mnpenocrtaBieHHas
MEIUIMHCKAsT JOKYMEHTalusl, HO M MOAPOOHO u3ydalics CEMEWHbId aHaMHe3 C
UCIIOJIb30BaHUEM KIIMHHMKO-T€Heajlornyeckoro meroja. Ha srtame obmiero ocmotpa
nalyeHTa Npou3BoAUIachk (HOTOPUKCALMS COCTOSHUS €ro KOXHU (C JOMOJHUTEIBLHOTO
corjacus MalMeHTa Wik €ro 3aKOHHOTO MPEACTaBUTEINS) U KaK 00s13aTeIbHBIA DIEeMEHT
KOHCYJIbTAlIUM TPOBOAMIICA OCMOTpP €ro KpPOBHBIX POJCTBEHHHMKOB. biarogaps sTomy
y)ke Ha nepBoMm npueme y 39 manueHToB (8,3 % OT BceX MAlMEHTOB, B3SITHIX B
MCCJIeIOBAHNE) MPOU3OIILI0 U3MEHEHHE JHarHo3a HampasiieHus ¢ AJl Kak OCHOBHOM
nuarto3 Ha AJ[ Kak COMmyTCTBYIOLIUH, HO SIBJISIIOIIMNACA OJJHUM U3 BEIYLIUX CUMIITOMOB
reHojiepMaTo3a  3KTOJIEPMAJIbHOTO M  SKTOME30J€PMAJIbHOTO  MPOUCXOMKIACHUS.
JInarHosbl, KOTOpbIE CTAJId OCHOBHBIMU: 3KTOJAEpMalibHasl JAMCIUIA3Us; X-CLETICHHbIN
UXTHO3; CUHAPOM TocTa-YHHBI; MACTOLIMTO3; JIEHOMUOMA; THCTUOLUTO3; TUIIOTUPEO3.
Bce aunarHosbl BBICTaBISIIMCH B COOTBETCTBUU C OCHOBHBIMU KIMHUYECKUMU
CUMIITOMaMHU W KPUTEPHUSMHU, XapaKTEpPHBIMH JJIA JaHHbIX 3a0osieBanuil. Ha mepBom
npueMe y MalueHTOB U3MEHSIICA KOMIUIEKC JIeUeOHBIX MEPOIPUSITHII B COOTBETCTBUH C
OCHOBHBIM JIMarHO30M. YUHWTBIBas, YTO U3MEHEHHUS JHMArHO3a HAIMPaBJIEHUS COCTaBUIIO
8,3 % OT Bcex MalMEeHTOB, JJI MPaKTUYECKOTO Bpaya 3TH 3a00j1eBaHUsI MOTYT BOWTHU B

wiad auddepeHImanibHON AMarHOCTUKY NPU TOPIUIHOM TeueHun AJl.

Amonuueckui depmamum npu IKMoOepMaIbHblX OUCHIAZUAX

Camoil yacTOM NATONOTMEW, MPU KOTOPOM MPOM3O0LLIO H3MEHEHWE AMarHos3a
HarpaBiieHus, ObUIM 3a00JieBaHMs W3 TPYIIbl SKToJAepManbHOU aucmiazuu (D/1).
[lanmeHTOB, y KOTOPBHIX OCHOBHOM AMAarHo3 CTall «dKToJepMalbHas AUCILIa3us», ObLIO
16 yenosek. B xone cOopa aHamHe3a ObLIO YCTaHOBJIEHO, U4TO Yy Bcex naereid AJl ObLn
BBICTaBJIEH Ha NEPBOM TOAY JKHU3HU, UM Ha3Hauyajach paszHas Oas3ucHas Tepamnus,
aHTUTHCTAaMHUHHBIE TpernapaTbl, MECTHasl Tepamusi, KOTopas 4acTo BKIIOYajla B ceOs
TOMUYECKUE CTEPOUJbl, JIMeTa, aHTUTMCTAMHHHas Tepamnus. B  MeguuuHCKon

JOKYMCHTAlUKU HCT YCTKHUX KPUTCPUCB, CBUIACTCILCTBYIOIIHNX 00 YIYUIICHHUN
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COCTOSIHUSI Ha TMpoBOAUMOM Tepamuu. M3 Bcex OOJBHBIX, HAMNpPaBICHHBIX Ha
KOHCYJIbTAllUIO, TOJBKO Yy 2 TMAalMeHTOB ObUI YCTAaHOBJEH KIMHWUYECKUM JUAarHO3
AKTOJepMajbHas AUCIUIA3Usl, Y OCTAIBHBIX 14 nuarHo3 D3]] BepuduMpOBaH BIEPBHIC.
deHoTUN AaHHOTO 3a00J€BaHMS OYCHb CHENU(DUUEH U XapaKTepeH MPAKTUUSCKH s
Bcex (popm DJ] B pa3Hoil cTeneHu BbIpakeHHOCTH. [locTaHOBKA TAaHHOTO JAMArHo3a He
BBI3BIBACT 3aTPyAHEHUIN TOCIE rojia >KU3HU, HO Ha MEPBOM IOy JJIsI BKIIOUCHHS €ro B
nuddepeHManbHbll  TUarHo3 Bpad JIOJKEH OBITh HACTOPOXXEH M 3HaTh €ro
KIMHWYeCKUe Tmpu3Haku. HemocrarouHas OCBEIOMJIGHHOCTh Bpaueid 00 3ToM
3a00JI€eBaHUM CKJIQJBIBACTCS U3 320y xaAeHUs, 4To D]I sBIsSeTCs] peaKkoil MaToJoTHueH,
YTO W TPUBOJUT K  YaCThIM  JHArHOCTHMYECKUM  omuOkam. HMcxons u3
pacripocTpaneHHOCTH JJI, B 2-MWUIMOHHOM METarojuce JOHKHO OBITh OKOJIO
200 manueHTOoB, KaXKIbIi U3 KOTOPHIX XOTS ObI 1 pa3 mpuxoam K AepMaTOBEHEPOJIOTY.

Jlns  oueHku wyactoThl couetanus I ¢ AJl Obn  caemaH 3ampoc B
MEXKPETHOHANIBHYIO OOIIECTBEHHYIO OJAarOTBOPUTENIBHYIO OpPraHU3alldi0 TOMOIIH
nanueHTam ¢ sKkroaepMmanbaoi auciuiazueit «AN» (MOBO «2/1/11»), coznanuyo
MalUeHTaMU U POAUTEISIMU «OCOOCHHBIX» AeTed B mapTe 2013 roma. JlesTeapHOCTD
OpraHu3alliy HalpaBJIicHa Ha YJIYy4IIeHUE 3J0pPOBbS U OJAromojy4us JIOJEH, YbU
xu3Hu cBsa3anbl ¢ OJJ[. Ha suBapes 2013 roma oprammzamuein MOBO «3N»
YCTAHOBJICHbI KOHTAaKThI C 80 pOCCHUCKUMH CEMbSIMHU, TMOJBEPKEHHBIMU 3TOMY
JOCTATOYHO PEAKOMY TEeHETHYECKOMY HapyiieHuto. OpraHuzaiusi IpeaocTaBiseT
MH(QOPMAIIMOHHYI0 M TICHXOJIOTHYECKYIO MOACPKKY mamueHtam c¢ ][, momoraer
YCTAHOBJICHUIO KOHTAaKTOB MEXIy MaIllMeHTaMH M MEIUIMHCKUMHU CIICIIUaTUCTaAMH,
O0OMEHUBAETCS OMBITOM C 3apYOCKHBIMHU IMAIMEHTCKUMHU OpTaHU3alusMH. bbul 3amaH
Borpoc: «Mmeercs nmu y Bac A/l kak nuarHos, 3a)UKCUPOBAHHBIN CHENUATUCTAMU B
MEIUIMHCKON AokymeHTanuu?». [lo momydenHnoi wHdbopmanuu, u3 54 OTBETHUBIIHNX
MaMUeHTOB y 51 maHHBIN AMarHo3 GUrypupoBai B MEAUIIMHCKUX KapTax.

TpynHocTr B mocTaHOBKE AMartHos3a I/ WIUTIOCTPUPYIOT CIEAYIONINE HECKOJIbKO
CITy4aes.

[MTanment M., 2008 roma poXKaeHUs, HAOIOIANCA C JMArHO30M CHHIIPOM

Kpucra-Cumenca-Typena ¢ 2 ner m 4 wmecsiueB. PebGeHOK poxaeH OT MepBOM
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OepeMEHHOCTH, JOHOIICHHbIM. [0 ABYX JIeT KypUpOBajicCs NEeAHATPOM IO MECTY
xutenbcTBa. C paHHEro AEeTcTBa y NpodaHaa OTMEYAIUCh OTCYTCTBUE OTOOT/ACIICHHUS,
IUI0Xasi TMEPEHOCUMOCTh CYXOW KapKOM IMOTroJibl, MOABEMBI TEMIEPATYPHI TEJIA MOCIE
dbuznyeckux Harpy3ok 1o 39,4 rpamycoB. Bosockl penkue, TOHKHE, CyXHe, MEIJICHHO
pactyiue, peakue OpoBH, OTCYTCTBUE pecHHUIl. [IpU3HaKu CyXOCTH KOKHBIX IMOKPOBOB
MNOSIBUWINCh C TMEpPBOTO Mecsilla JKU3HU. ATONMHUYECKUM JepMaTHT BbBICTABIEH B
TpexXMecsIYHOM Bo3pacTe. HazHaueHa MecTHasi cTepouaHas Tepamnusi, KOTOpyo MalueHT
noJIy4asl 1o IByxJieTHero Bo3pacta. B 1 roa 2 mecsia npope3aiuch OAHOMOMEHTHO JBa
HenuddepeHInpoBaHHBIX 3y0a Ha MecTe pe3lioB. B /1Ba rojia ObL1 rOCIUTATU3UPOBAH B
JIETCKOE OTIEJEHUWE C JUAarHo30M: aTONHWYECKH JepMaTuT, JeTckas QopmMma,
nuddy3HbIH BapuaHT, XpOHUYECKOE TeYeHUE, 000CTpEeHUEe, OCIOKHEHHOE BTOPUYHBIM

uHumpoBanueM (kauaua03) (pucyHok 13).

Pucynok 13 — O6octpeHue atonuueckoro aepMarurta, 1uddy3Heiii BapuaHT,

OCJIOKHEHHOE KaHIUI030M
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bponxuanpHas actma, ajiepruyeckas, JErkoe NEepCUCTUPYIOUIEe TeUueHue,
KOHTpOJIUpYyeMasi, bIxaTelibHas HelocTaTouHoCcTh 0-1. Asuieprudyeckuii puHOCHUHYCHT,
CpelHEeW CcTemeHu TshKecTH. Bropuunas sHTeponatus. KepaToOKOHBIOKTHUBAIBHBIH
KCEpO3 BTOPOM CTENEHU CJeBa, MEPBOM CcTemneHu crpaBa. AneHtus. [locrynneHue B
CTallMOHap JUIsl KOppekiuu Tepanuu 1o AJl, yTOUYHEHHs JAuarHo3a, Y4YUThbIBas
cnenuduyeckuii ¢penorun. Ilpu HONMONHUTENBHBIX OOCIEIOBAHMUSIX BBISIBICHO: Ha
PEHTIeHOrpaMMe — OTCYTCTBUE 3a4aTKOB 3y0OB; MPHU YJIbTPa3BYKOBOM 00CII€IOBAHUU —
neperu0 B mieiike sxkemyHoro my3bips; Ha OKIT — cuHycoBas Taxukapausi, CUHAPOM
paHHEH penojspu3aluy KeIyI0YKOB; B Kajie — JaHHBIX 33 Mapa3suTapHyl0 MHQEKIHIO
HE HaJIeHO; B KONpOrpaMMe — HEWUTpalbHBIA >KUp, Kpaxman -+, pacTUTelbHas
KJIETYaTKa HEUYETKO, MbILIICYHbIE BOJIOKHA (0e3 mepeuuciieHus), Jedkouutsl 0-2; B
nocese U3 Hoca — pocT Staphylococcus aureus, ¢ onpeneneHueM YyBCTBUTEIBHOCTU K
pa3IUYHBIM BHJAM AHTHOAKTEpUAIbHOW Tepanuy; B OOIIEeM aHalu3e KpOBU —
HO3UHOPUIOB 8, CKOPOCTh OCEJAHHsS SPUTPOLUUTOB 17 MM/4, OCTallbHBIE MOKa3aTeIu
reMorpamMMbl B IMpejenax HOpPMbl; B OMOXMMHUYECKOM aHalln3e KPOBU — caxap KpPOBHU
4,3 MMOJIB/JI, OCTaJIbHBIE MOKa3aTeldu B Ipelesaax BO3PACTHOM HOPMBI, B 00IIEM
aHanu3e MO4YM 0e3 BUJIMMBIX HapylleHU. YUUThIBasi aHaMHE3, KIMHUYECKYIO KapTUHY,
JaHHbIE JIaDOPAaTOPHBIX aHAJIM30B, B CTAllMOHApE BIIEPBbIE ObLI BHICTaBJIEH AMATHO3:
OKToAepMalibHasA JUCIUIa3Usl aHrujapoTuyeckas, cuHiapom Kpucrta-Cumenca-Typena.
(MKB-10 Q77.6 XouaposkTtonepManbHas naucruiazus Q82.4  DxroaepmanbHas
JUCIIIa3us (aHTHUAPOTUYECKAs).

CemeiiHblil aHAMHE3: CO CJIOB MaTepH MpoOaHa MoAO0OHBIX U3MEHEHUN Y IPYTUX
YJICHOB CEMbU CO CTOPOHBI Matepu HeT. CO CTOPOHBI OTIA — Y TPOIOPOJHOU CECTPbI
CXOXKasi KJIMHWYeckas KaptuHa (mo QotorpadusmM: peakue BOJOCHI Ha TOJIOBE,
OTCYTCTBUE OpOBeii, 60JIbLION QUIBTP, TOHKUE TYOBI).

[Ipu OCMOTpe npoOaHja: TEJI0CIIOKECHHE HOPMOCTEHUYECKOE,
MPOIMOPIIMOHANILHOE, pa3BUBAETCs B IMpejenax Bo3pacTHOM HopMbl. [loakoxkHas
KUPOBas KJeT4yaTKka He BhIpakeHa. OTMevaeTcsl yMEHbIICHHE HUKHEN TPEeTH JIMLA; 100
C BBICTYHAIOIIUMH HAJOPOBHBIMH AyraMH W JIOOHBIMU OyrpaMu; HOC MaJCHBKHH C

3amaBlIed TepeHoculiel, Je@opMUpOBaHHBIE YIIHBIE PAKOBUHBI, TMOJIHBIE TyOBI.
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Bosocsl cBeTibie, KOPOTKHE, TOHKHE, CyXue, peAKue. BpoBU U peCHUIIBI OTCYTCTBYIOT.
Koxa cyxas, OmemHas, ¢ MOpIIMHKAMH HAa BEPXHHX M HIDKHUX BEKaX C SBICHHEM
runepnurMeHTanuu.  [lpy  ocMOoTpe  TOJOCTH  pTa  OTMEYaeTcss  Haludue
2 HeaudpupeHIMPOBAaHHBIX 3YOOB Ha BEPXHEHW YENIOCTU ¢ OOJBITUMU MPOMEXKYTKAMU
Mexay HuMu. CrnusucTasi 000JI09Ka MOJIOCTH pTa cyxasi, OnenHas. BepXHsis U HIDKHSS
YeNOCTH 3HAYMUTEIHHO YMEHBIIEHBI C PE3KO BBIPAKCHHBIM  HEIOPa3BUTHEM
AJTbBEOJISIPHBIX OTPOCTKOB. BEIpaykeHHas CyXOCTh KOXXHBIX ITOKPOBOB BCJIE/ICTBHE

MOJTHOTO OTCYTCTBUS MOTOOTAENICHUS (PUCYHOK 14).

Pucynok 14 — CyxocTh KOXU JIMIIA, PEIKHUE BOJIOCHI, 1e(OpMHUPOBAHHBIC YIITHBIC

PaKOBUHBI, IOJHBIE T'yObI
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KoxHbIE TMOKPOBBI HCTOHYEHBI C BBIPAKCHHBIMU TPOSIBICHUSMU AaTOIHUU.
NmeeTtcs runepkeparos Ha aaoHAX (pUCyHOK 15) u nmojomBax (pucyHok 16), HOTTeBbIE

IIJIACTHHKHW HC U3MCHCHBEI.

Pucynok 15 — I'unepkepaTto3 Ha ThbUIBHOM CTOPOHE JIaAOHEN

Pucynok 16 — I'unepkepaTo3 Ha OAOIIBAX
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[Tatment b. 2013 rona poxaenus. HampapieH Ha KOHCYJbTAIMIO TIEAUATPOM JIJIs1
koppekuuu tepanuu AJl. MaThk npobaHa npeabsBisiia )Kalo0bl Ha PEeIKUE BOJIOCHI Ha
rojloBe U CYXOCTh KOXHU. M3 aHamHe3a: HaOmrofaeTcss y meauarpa € JIUarHo3oM
aTONMUYECKUN JepMaTHUT, MOJYy4YaeT pa3HOOOpa3HOE MeCTHOe JiedeHue 0e3 BUAMMOTO
spdexra. CocToUT HaA ydyeTe y Meauarpa ¢ JIaKTa3HOM HEeIOCTAaTOYHOCThIO (C Mecsia
KU3HU HAa OCHOBAaHMM KIMHUYECKOW KapTHHBI), HAXOJUTCSI Ha HUCKYCCTBEHHOM
BCKapMJIMBAaHUM CHEIUATM3UPOBAHHBIMU, COaJaHCUPOBAHHBIMU CMECAMH. AHAMHE3:
PebeHok poxzeH OT mepBoil OepeMeHHOCTH, AOHOUIEeHHbIM. C paHHEro JAETCTBa Y
npobOaHaa ImIoxas MEPEHOCUMOCTh CYXOW »apKOW MOTOJbI, MpUYeM MaTh MpoOaHja
OTMEYAET, YTO KOXKHBIC IMOKPOBBI JaXE B JKAPKYI0 MOrOAY OCTAIOTCS CyXUMHU. 3a
MOCJIEeAHUE 6 MECALIEB MTPOU30LUIO PE3KOE YXYIILIEHUE COCTOSAHUS B BUIE YBEIUUYECHUS
IJIOMIAIM TIOPAKEHHSI KOXKHBIX IOKpOBOB. (OTMeuaeTcsi OeClnoKOWHOe TMOBEICHUE;
HapylIEHHUE PeKUMa CHA.

CemeliHbIli aHaMHeE3: Mama TpoOaH/a B TIEPBbIE TOJBI KU3HU pPa3BUBajach B
npejenax Bo3pacTHoM HOpMBL. K 9 rogaM mosiBUIMCH MpU3HAKKU 3a00JIeBaHUS B BUJIC
CYXOCTH KOXHBIX TOKpOBOB. [Ipu oOpaiieHnu K 1epMaTosory ObUT BHICTABIICH JUATHO3
HelipoaepmuTa, HO K 15 rogam oH Ob11 cHAT. B 10 et Obutn 3adukcupoOBaHbI MEPBHIC
YY4aCTKM BBINAJAECHUS BOJIOC HA BOJIOCUCTOM 4YacTH TOJOBBI, B IOCIEAYIOIIEM
MOCTENEHHO BBINAM BCE€ BOJIOCHL. MMeer TotanbHyto anoneuuto ¢ 11 gmer. Ilpum
OCMOTpE: TENOCIOKEHNE HOPMOCTEHUYECKOE, NPONOpHUOHaIbHOE. (OTMmedaeTcs
YMEHBIIICHUE HIDKHEH TpeTu Jula, JI00 C HEBBIPAXKEHHBIMU BBICTYNAIOIIMMU
HaJOPOBHBIMHU JyraMu U JIOOHBIMU Oyrpamu; YIIHbIE PAKOBUHBI CJErKa YBEIUYCHBI.
VY3kuii HOC ¢ TUINOIUIA3UeN KPBUIbEB, IMHHBIN (UIBTP, TOHKAs BEpXHss Tyoda.
ToTtanpHast anmoneuusi: MOJHOE OTCYTCTBUE IYIIKOBBIX BOJIOC MO BCEMY KOXKHOMY
MMOKPOBY, OTCYTCTBHE OpPOBEH, pECHUI] U BOJIOC B MMaXOBOW U MOAMBIIICUYHBIX 00JACTSIX

(pucynoxk 17).
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Pucynok 17 — ToranbsHas anoneuus

Hapymenue norootneneHusi, HOTTH MATKUE, XPYNKUE, MOpaKeHHe 3y00B B BUJE
OenpIx MATEeH Ha 3yOHOM sManu. Ha mpaBoil ajjoHn UMeeTcsl momnepedyHast jJajgoHHas

ckJagka (pucyHok 18).

Pucynok 18 — Ilonepeunas najgoHHas CKJIaJKa Ha MPaBbIX JIAOHIX
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HorTteBple MIaCTMHKH KOPOTKHE C MPOJOJBHBIMU YYacTKaMU YTOJIIEHUS.
XKenmuna mocne 19 net x Bpauam He obOpamianack, cuutaer ceds 3q0poBoid. Co ciioB
MaTepu mpobOaHa MOA00HBIX U3MEHEHUH Y APYTUX YICHOB CEMbH CO CTOPOHBI MaTepH
¥ CO CTOPOHHI OTIa — HeT. Orer mpobaHaa MeTHC (MaTh pyccKasi, OTel] Kopeelr).

Ha wMomeHT ocmoTpa mpoOaHma: TeNOCIOKEHHE  HOPMOCTEHHUYECKOE,
NPOMOPIIMOHATIFHOE, pPAa3BUBACTCS B TMpeieliax BO3PAaCTHOW HOPMBI, TOJKOXKHAS
KUpoOBas KieTdaTka pa3Buta. OTMedaeTcs yMEHbBIIEHHWE HWDKHEW TpeTH JuIa, JI0O ¢
BBICTYNAIONIMMH HAaJOPOBHBIMU JTyTraMU; yIIHBIE PAKOBUHBI 0€3 BUIMMBIX H3MEHEHHI.
Bosiockl Ha BOJIOCHCTOW YacTH TOJOBBI TEMHBIE, KOPOTKHE, TOHKHE, CyXUE, UMEIOTCS
OyYaru C pa3pekeHHEeM BOJIOC, 3yO0OB HeT. KokHble TOKpOBHI OOBIYHOTO IIBETA, B
001acTi TpPaBoOi SITOAMIBI — «MOHTOJIOUIHOE» ISATHO pa3MepoM 7 CM, BBIpaKCHHAsS
CYXOCTh KOXXHBIX TOKpPOBOB. Ha mamoHSX M MOMOIIBaxX BBIPAKEHHAs CYXOCTh, C
W3MEHEHUEM JepMaTOrTH(PUKN B BUJE TOTEPEUHON JIaJOHHOW CKIaaku (pHUCYHOK 16).
JlanHasi kIuHUYecKas KapThHa XapaktepHa mius cuHapoma bazana (MKbB-10 Q77.6
XOHIIpOIKTOACpPMAIbHAS ~ JUCIUIA3Wsi),  TUN  HACIEAOBaHUS  COOTBETCTBYET
ayTOCOMHO-JOMUHAHTHOMY.

Taxum obpazom, A/l B coueTaHUU ¢ KaKHM-THOO MPU3HAKOM, XapaKTEPHBIM IS
OJI, MOoXeT ObITh KpUTEpUEM Ha IYTH K MPaBHWIBHOMY JHAarHo3y. YYHUTHIBas
OCOOCHHOCTH TEUCHHs 3a00JeBaHUS U CHECIU(PUKY BECHUS NaHHBIX MMAallMEHTOB, OYEHb
BXHO KAk MOXHO paHbIIe TMOCTaBUTh JAWarHo3. KoxHbIe  MpOSIBICHUS
ATHONATOTEHETHYECKH  OOYCJIOBIIEHBI ~ HACIEJCTBCHHBIM  3a0oiieBaHueM  0e3
MIEPCIIEKTUBB HA BBI3JJOPOBIICHUE, TMMOATOMY MOTYT YCYryOnsThCsS Ha (hOHE HEBEpPHO
no00paHHON TaKTUKH BEJEHUs ManueHTa. Koppekius KOKHBIX W3MEHEHHH OJKHA
BKJIIOYATh TEpaIiio OCHOBHOTO 3aboseBanus (D]1), mpeacraBisiomero co0oi oOuuii
MOKU3HEHHBIN yXOJl, KOTOPBIM JOHKEH CTAaTh JJIs ManueHTa o0pa3oM Ku3Hu (n30erarhb
neperpeBanus, PU3NIECKUX MEPETrpy30K, PEryisipHbIC COJSHBIC BAHHBI U NMPUMCHEHHE
smoneHToB). llpu meperpeBaHnm — pas3/ieBaHUE, XOJOAHBIC BIAKHBIE OOEPTHIBAHMS,
u30erath MPUMEHEHHUS HECTEPOUIHBIX MPOTHBOBOCHIAIUTEIBHBIX MPEMNapaToB C MEIbI0

CHMKCHHUA TCMIICPATYPhI.
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Taktuka neuenust AJl npu 3]1 onpezensieTcss B OCHOBHOM BO3PACTOM MAallUEHTA U
CTENEeHbI0 KIMHUYECKUX TnposBieHuid ). M3 aHTUrMCTaMHUHHBIX MpenapaToB
&KesarenbHo BbIOMpath H1-6510kaTopsl 2 MOKOIEHMs, TaK KaK OHU HE TPOHUKAIOT Yepe3
remaTosHuedanuyeckuii 6apbep, MOTYyT HMPUMEHSTHCS IJIUTEIBHO U C OJHOKPATHBIM
nprueMoM B TeueHue Hg. KopTukocTepouasl He SBISIOTCS OCHOBOW MaTOT€HETUYECKON
tepanun A/l mpu DI, Tak Kak OCHOBHOE 3a0o0JieBaHHE OOYCIIOBICHO T'€HETHUYECKUM
ne(deKToM, MO3TOMY IPOSIBICHUS HA KOXKE SIBJISIIOTCS CAEACTBUEM HAPYLIECHUS CTPOCHUS
KOXM U e€ mpuaarkoB. i1 yxoja KejaTellbHO MPUMEHSTh CPEACTBAa HapYKHOM
Tepanuu, KOTOpble 00JIalal0T CMATYAIOMIMM JIEUCTBUEM W MpEJHA3HAYEHBI ISl CyXOH
KOXH, OCHOBAHHBbIE Ha MAHTEHOJE W JEKCIIAHTEHOJE, a TakXKe CpeAcTBa JedeOHOMH
KOCMETUKH JIJIsl CyXOM M aTONMUYHOW KOXHU. AHTUMHUKPOOHBIE, MPOTUBOBUPYCHBIE U
MPOTUBOIPUOKOBBIE CPEJICTBA PEKOMEH0BAHO HA3HAYATh TOJBKO MOCJie 00bEKTUBHOTO
J0Ka3aTeIbCTBA MpUCOEAMHEHUsT BTOpuuHOW wuHpeknuu. [lomumo momomu B
YIAYUIIEHUH COCTOSIHUSI KOXHOTO TMOKpPOBa 3TH MAIlMEHTHI JIOJKHBI CBOEBPEMEHHO
MoJIy4aThb CHUMIITOMAaTUYECKYIO TEpamuio M0 Mepe HeoO0XOAMMOCTH (CTOMATOJOT,

MyJIBMOHOJIOT, TACTPOIHTEPOJIOT U Ap.).

Amonuueckui depmamum npu HapyuleHuu KepamuHu3ayuu

Ha BTOpOM MecTe 1o 4yacToTe MaToJIOTMH, MPU KOTOPOW MPOU3OILI0 U3MEHEHUE
JMarHo3a HanpaplieHus, ObLUTN 3a00JIeBaHUS C HApYIICHHEM KepaTUHHU3ALUU.

Camoe yactoe couetanue AJl ¢ maTojsorueu u3 rpynisl 00J1e3HeN ¢ HAPYIIEHUEM
KEpaTUHU3AIMKN OTHOCATCA K BYJIBIapHOMY HMXTHO3Y. OTO MOAPOOHO H3JIOKEHO B
paszene O KIMHUYECKOM T'eTepOreHHOCTH NMpH MyTanusx B reHe ¢uuarrpuna. Ho He
toibko B u AJl mpu mNOCTaHOBKE IMAarHo3a BbI3bIBAIOT 3aTPyAHEHHE Y Bpaueil.
Bonpiiyto TpyaHOCTh KIMHUYECKOIO pPACHO3HABaHUS NPEICTABISAIOT APYrHe BHJIbI
uxTHO30B. OCOOEHHO 53TO OTHOCHUTCA K X-CIHEIUICHHOMY HWXTHO3y (CHHOHUM —
YepHEIOMUA MXTHO3) ¢ YacTtoToil BcTpeuaemoct 1 w3 2000-6000 myx4uuH.
Otuonorueil 3Toro 3a0oneBaHus ABIAECTCS BPOXKAEHHAS HEAOCTATOYHOCTh CTEPOUIHOMN
cynbdarassl — pepMeHTa, npeodpa3yromero cTeponabl B akTuBHYIO Gopmy. OCHOBHOM

nedekt Haxoautcs B reHe STS, koTtopsiii koaupyet cyibdarazy [26, 127]. YuutsiBas
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TUIl HACJEAOBAaHMs, KaKk M MpU JOOOM JpyroM 3a00J€BaHUM C OSTUM THUIIOM
HACJICJIOBAHUsI, JKCHIIMHA SBISETCS HOCUTEIBHUIIEH MAaTOJIOrMYECKOr0 T€Ha W IpPH
KOKI0M  OepeMeHHOCTH UuMeeT  25-TIPOIEHTHYI0  BEpPOSITHOCTh  POJIUTH  Kak
J0Yb-HOCHUTENIBHUILY MAaTOJOTMYECKOr0 IeHa, TaK U TEHETUYECKH 340pOBYIO 104b. [Ipn
POKJIEHUU MallbuhKa HUMEETCs 25-MPOIEHTHAs BEPOATHOCTh POAUTH Kak OOJbHOIO
ChIHA, TaK M 3J0pOBOT0O. DTO O3HA4aeT, 4To Kaxnas noyb uMeer 50 % maHc craTth
HOCUTEIBHULIEM MyTanuu, a Kaxasld cblH umeeT 50 % BEpPOSTHOCTD HUMETH
3a0oneBanue. OTINYUTH JE€BOUYKY-HOCUTEIBHUILY OT 3J0POBOM JIEBOYKHU MOKHO JIAJIEKO
HE BCErja, TaK Kak MmoauMopdu3M KIMHUYECKUX MPOSBICHUN Y HUX OYEHb BEJHK.
brnarogapsi KIMHUYECKOW KApPTHUHE W KIWHHKO-TEHEAJIOTUYECKOMY METOAY Y
10 GonpHBIX HA TMEPBOM NpHEME MPOU3ONUIO0 HM3MEHEHHWE JMarHo3a OCHOBHOIO
3a0oneBanuss AJl Ha X-cuersieHHbIM uxTHO3, a AJ] cranm comyrcTByromuMm. M3
10 nanueHToB, NPUILIEIIINX HA KOHCYJIbTAllMIO, TOIBKO Yy 4 B aHaMHe3€ ObLI BBICTABJICH
JAMarHo3 MXTHO3, HO HU Y OAHOIrO He Obula ompeneneHa ¢opma. Y Bcex 3aboneBaHUe
HAYMHAJIOCh C POKJEHUS WIH B TIEPBbIE HEJEIHN/MECSIbI dKU3HU C MOSBICHUS KPYITHBIX
OypoBaTbIX, INIOTHO MPUKPEIJIEHHBIX K KOke uelryek. [Ipu ocMoTpe y 7 60J1bHBIX ObLIH
CBOOOJHBI OT TMOPAKEHUS MOAMBIIICYHBIE BIAJUHBI, JOKTEBbIE SMKH, O0JACTb
reHutanuid. ¥ 3 B NATOJOTMYECKHil MpollecC ObUIM BOBJIEYEHBI KPYITHBIE KOXKHBIE
CKIaAKu. Y BCeX JeTel Ha LIEHTPaJbHBIX ydyacTKaxX KOXH Jula (pUCyHOK 19) uMmenoch
MEJIKOIUIACTUHYATOE IIENyIIEHNEe, a JaJOHH, IO TUILY MEPYaTOK, U CTOIbI, IO THUILY

HOCKOB, ObLIN CBO6OI[HBI OT HICTYUICHUA.



Pucynok 19 — IlopaxkeHue 1eHTpaJbHbIX YYaCTKOB KOXKH JIMIA Y MAllUeHTa

¢ X-CIEIUICHHBIM UXTHO30M

VYaydmieHue COCTOSHHS KOXH TPH OTOM 3a00JIeBaHWU HAOIIOAANOCh OT
WHCOJSIIMU B JieTHHUE Mecsipl. [[BeT vemyek Obutl oT OenecoBartoro (pucyHok 20) 1o
Oypo-uepHOro, 3T0 OOYCJIOBJICHO HAKOIUICHHMEM B POTOBBIX YeNIyWKax TpumnTodaHa,

TUCTUJINHA, TUPO3HHA [26].

Pucynoxk 20 — [IBeT yenryek y nauenTa ¢ X-Cleri€HHbIM HXTHO30M
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Cpenu npoOaHIOB 1O CTETIEHH BBIPAXKEHHOCTHU MPe00J1ajaino cpeiHee U TKEIoe

TeueHue 3a0osieBanus (Tabnua 6).

Tabmuma 6 — Pacnpenenenne mpoOGaHoB ¢ X-CIHEMJIEHHBIM HMXTHO30M IO CTENEHU

BBIPAXKCHHOCTHU KIIMHHUYCCKHX HpOfIBJIeHI/Iﬁ

CreneHb BEIPAKESHHOCTH KonunuecTBo uenoBek
Cnabas 2
Cpennsis 5
CunpHas 3
Bcero 10

OmHMM W3 XapakTepHBIX MPHU3HAKOB ATOr0 3a00JIEBaHUs SBISICTCS W3MEHEHUE
nepmatoriuduku Ha J1agoHaX (pucyHok 21) u mojomBax Kak y OOJIBHOTO, TaK U €ro

MaTepU, HOCUTEIIA MMATOJIOTMYCCKOIro reHa.

Pucynok 21 — M3meHenune nepMaTorinuky y naueHTa ¢ X-ClerIeHHbIM HXTHO30M

U €TO MaTepu
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OCHOBHBIM METOJIOM [IJI1 YCTAHOBJIEHMS THUIA HACJIECJAOBAHUS SIBISAETCA
KJIIMHUKO-TeHeanornueckuii. OH no3BojsieT oTAudPpepeHIupoBaTh ByIbrapHbIi UXTHO3
Y 3HAYUTEJILHO MOBBICUTH BBISBIISIEMOCTh OOJIBHBIX C JErKUMHU (hOpMaMU UXTHO3a CPEIH
POACTBEHHUKOB, a TAKXK€ BBIABUTH Cllydyad NMEpPBUYHBIX MyTaiui. [locne coctaBieHus
POJIOCIIOBHOM B 3 cllydasiX JaHHbIE O HAaJM4HUK 3a00JI€BaHUsI B CEMbE OTCYTCTBOBAIH, a
y 7 OonpHBIX uMenach HHGOpPMAIUA O POJCTBEHHUKAX CO CXOXKEW KIMHUYECKOU
kaptuHoil. [locie aHanu3a poOCIOBHON B 3TUX CEMbIX ObUIO OOHAPYKEHO OT ABYX /10
YeThIpEX OOJBHBIX. YUWTHIBAasl TUIl HACIEIOBAHUS W TMOHMMaHWE, YTO BCE MaTepH
SBJISIIOTCST HOCUTENBHMUIIAMHU, Y HUX OBUI TIIATEJIHHO COOpaH aHaMHE3 U TMPOBEIEH
KIIMHUYECKU OCMOTp Matepeil. bbuio BbIACHEHO, yTO y 8 M3 10 KEHIIUH B JETCTBE
ObLIa cyxas Koxka, a 6 HabJonanuch y Bpadeil ¢ sk3emoii, ¢ HeiipogepmutoM i AJl.
OCHOBHbBIE KJIMHUYECKHE TIPOSIBICHUS Yy HHUX perpeccupoBajd K MNyOepTaTHOMY
BO3pacCTy, a CYXOCTh KOXH COXpaHsJIach 10 MOMEHTa KOHCYJIbTUPOBaHUs U Obl1a Oosee
BBIpa)K€HA B 3UMHMI mepuon. [[Be maTepu peryiasipHO MHOCEIIAIM JI€pMaTojora c
nuarao3oM AJl, XoTs mpu JeTaabHOM OCMOTPE KIMHUYECKOW KapTUHBI 3a00JICBaHUS HE
BbIsiBIICHO. CBOM TIPOSIBJICHUST HAa KOXK€ HHM OJlHAa MaTh C 3a00JIeBaHWEM ChIHA HE
CBA3bIBAJIA.

brnaromgapsi KJIMHUKO-T€HEATOTUYECKOMY METONYy, B 4 CeMbsiX ObUIM BBISBICHBI
POAHBIE CECTpPBI, SABISIONIMECS HOCUTEIBHHUIIAMHM IATOJIOTMUYECKOrO0 TeHa. Y BCEX B
aHaMHE3€ HUMeEJICS JETCKUM SKCCYNAaTUBHBIA HaTe3, C KOTOPHIM OHU HAOIIONAINUCH Y
neauaTpa, a y oOJJHOW ObUT BhICTaBlieH quarHo3 AJl. 3To emé oauH apryMeHT B IMOJb3Y
HEOOXOJUMOCTU TOCTOSSHHOTO TPUMEHEHHS KIMHHKO-T€HEaJOrH4ecKoro Meroja B
KJIIMHUYECKOM MPAKTHUKE.

[Ipu ocMOTpe HOCUTENIBHUI] Y BCEX ONMPEIEISINCh U3MEHEHUS ePMaTOrIU(PUKI
Ha JTaToHAX (PUCYHOK 22) M TIOJIONIBAaX B PA3HOM CTENEHU BhIpaKeHHOCTH. [IposiBieHue
rUnepKkeparo3a Ha JaJOHSAX W IMOJOIIBaX ObUIO TOJMbKO y 1 maTepu, MpOsiBICHHE
TUIEpPKEepaTo3a TOJBKO Ha TNoAomBaX y 3 marepeil. Y BCeX HOCHUTEIbHHIL
MaTOJIOTHYECKOT0 Te€Ha HaOJI0/1allaCh CYXOCTh KOXKHBIX MOKPOBOB B Pa3HOM CTENEHU
BBIPDQXKEHHOCTH, KOTOpas, KakK TpaBUJIO, JIOKaJIW30BaJlach Ha pa3ruOaTesbHBIX

MMOBCPXHOCTAX BCPXHUX KOHCHUHOCTAX M HA OOKOBBIX IMOBCPXHOCTAX TYJIOBHIIIA B BUIAC
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IIACTUHYATOIO0 WJIM MYKOBHIHOI'O INCIYUICHUA. Ha paSFI/I63TeJIBHBIX MMOBCPXHOCTAX

ey, mpearieunii, 6eaep 1 rojaeHel MpucyTCTBOBAN (DOJUTUKYIISPHBIN THIIEPKEPATO3.

Pucynok 22 — M3MeHeHue nepMaToriupuKk y HOCUTEIbHULL MyTanuil B reHe STS

Bcem 0OonbHBIM C YCTaHOBJIEHHBIM OCHOBHBIM 3a00JieBaHUEM X-CHEIIECHHOTO
UXTHO3a, & Tak)K€ HOCHUTEJbHHUIIAM MAaTOJIOTMYECKOro reHa Obljla M3MEHEHa TaKTHKa
yXo/a JIeueHus. DTa NMaTOJIOTHsI UMEET TeHETUYECKYIo Mpupoay (0e3 mepcrneKTuBbl Ha
BBI3ZIOPOBJICHUE) U TpeOyeT IOCTOSHHOIO yXOJa 3a KOJKeH, HalpaBIECHHOIO Ha
YMEHBIIEHUE €€ CYXOCTH, a TakKe MPO(UIAKTUKUA OCIOKHEHUHN, TOITOMY TOMUYECKUE
TIFOKOKOPTUKOCTEPOUBI TOJKHBI Ha3HAYATHCS TOJIBKO MPHU BBIPAXKEHHOM O00OCTpPEHUH,
a 001K yXO0J1 32 KOXKEW SMOJIEHTaMH OCYILECTBIISIETCS TOCTOSHHO.

Ha npumepe X-CUEIJIEHHOr0 HXTHO3a I[OKa3aHO, 4YTO IPUMEHEHHUE
KJIIMHUKO-T€HEAJIOTUYECKOT0 METO/A SABJISETCA XOpOIIMM JIOMOJIHEHHEM B apCeHall
JUArHOCTUYECKUX MEPONPUATUN Bpada 1epMaToiora.

Crnenyromuii o 4acTOTe€ BCTPEYAEMOCTH I'€HOAEPMATO3 U3 IPYIIIBl O0JE3HEN C

HapymICcHUCM KCPpATHUHU3AlUHU, CPCAU ITAIMUCHTOB C TOPIMUAHBIM TCUYCHHUCM AI[, OBLI
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JaJIOHHO-TIOJIOIIBEHHBIA KepaTo3 TocTa-YHHBI. DTOT AMAarHo3 ObLI BHICTaBJIEH Ha
MEpBOM TIpUEME KaK OCHOBHOW 5 OONbHBIM. THIT HacleqOBaHHS 3TOr0 3a00JICBaHUS
ayTOCOMHO-JIOMHHAHTHBI C BBICOKOM TEHETPAaHTHOCThIO TeHa. Mcxoass u3 3TOro
pOIIUTENb, SBISIOMIMNACA HOCUTEIEM MaTOJIOTMYECKOro reHa (He3aBUCHUMO OT II0JIa),
uMeeT S0-TIpOoLIeHTHYI0 BEPOATHOCTh POJIUTH 00JIBLHOTO peOéHKa (Kak J04b, TaK U ChIHA)
[26; 127]. Ucnonp30BaHnE KIMHUKO-T€HEATOTHYECKOTO METOAA MOYKET IIOMOYb Bpauy
ONpEJENUTh THUIl HACJIENOBAaHUA U CY3UTh KpYyr au@depeHIuanbHOW IUArHOCTUKH.
Jlaxke mpu XapakTepHOW KIMHUYECKOM KapTUHE cO crenupuyuecKou JoKanu3aluei
nopakeHui, 0e3 ocMoTpa KPOBHBIX POJICTBEHHUKOB MpoOaHAa M TrpaMOTHOrO cbopa
CEMEHHOro aHamMHe3a IOCTaHOBKAa 3TOT0 JMarHo3a npoOaHiaM B paHHEM JIETCKOM
BO3paCTE BBI3bIBAET 3aTPYIHECHHUS.

VY Bcex 5 pereit, oOpaTUBLIMXCS 3a IMOMOINbBIO, 3a00JIeBaHHE MPOSBUIOCH Ha
NEPBOM TOAY U3HU B BHUJE JIETKOTO YTOJIIEHUS KOXXM Ha JIAJOHSAX M TOJOIIBAX,
KOTOpPOE COIMPOBOK/IATIO0Ch MOBBIIMICHHBIM MOTOOTAENEHHEM. B aMOynaTOpHbIX KapTax
MAlMEHTOB MMeNach 3allCh O HAJIMYUM KOXKHBIX M3MEHEHUU Ha BEPXHUX U HUKHUX
KOHEYHOCTSIX, Jiulle U TyhnoBuule. {uarno3 AJl Obu1 3adpukcupoBaH BO BceX KapTax B
Bo3pacte OT 3 10 7 MecdueB *u3HU. Ha pasHbIX 3Tamax UM Ha3HA4yaJUCh JHETa U
MecTHas Tepanus 06e3 cyiecTBeHHOoro ymydmienus. I[Ipu ocmorpe mpobaHAoB y Bcex
UMEJIUCh pPOTrOBbIE€ HACIOEHUS Ha JAJOHAX U TMOJAOLIBAX pPa3HON CTeneHu
BBIPAKEHHOCTH: OT TJIaJIKOIO TUIIEPKEPATO3a 10 TOJICTHIX JKEJITOTO 1[BETa OPOTrOBEBIINX
Macc C pe3K0 OYEPUEHHBIM KpaeMm. Y [BYX JeTed BBIPAXKEHHBIM THUIEPKEpaTO3 ObLI
OKPYEH BEHYMKOM IMOKpacHeHus mupuHoil ot 1 10 3 MMm. HecMoTpsi Ha 10CTaTOYHO
XapakTepHylo uisi cuHapoma TocTa-YHHBI KIMHUYECKYIO KapTHHY, 3TOT IUArHo3 y
neTeil ObUT BHICTABIIEH BIIEPBBIE.

3a KoHCynbTallMe oOpaTuiach JKEHIMMHA C 11-MecsyHOW  JIeBOYKOM,
HaOoaronIeiicss y neauaTpa Mo MECTY JKUTEIbCTBA C aTONMHYECKUM JEPMATHUTOM C
3 mecsnes. [Ipu c6ope cemeitHOoro anaMmHe3a OUIIO BBISIBJICHO, YTO B 3 MOKOJIEHUSX €I
y 6 POJACTBEHHUKOB 10 BEPTUKAJbHON JIMHUM HUMEIOTCS CXOXKHE KIMHUYECKUE
MPOSBIICHUS, HO POJCTBEHHUKHU HE CUMTAIOT ceOst OonbHbIMU. [Ipu ocmoTpe pebenka

OoNpCACIIINCh CYXOCThb KOJKHBIX ITOKPOBOB, HAa KOXKC JIMIA JICTKAA SpUTEMaA B 001acTH
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eK W HWKHUX BeK (pucyHok 23), Ha JnaaoHaXx (pUCyHOK 24) W TmojomIBax
runepkeparo3. Kpymaeie ckimaaku Oblii CBOOOHBI OT BHICHITIAHUS. Y YUTHIBasi aHAMHE3,
aHaJIN3 POJIOCIIOBHON U KIIMHUYECKYIO KapTHHY, €ii ObUT YCTAHOBJICH IUArHO3: CHHIPOM

Tocrta-YHHEL

Pucynok 23 — Kniuanyeckue nposBieHus Ipu cuHapome TocTta-YHHBI Ha KOXKE JIMIa

Tak kak pmaHHOe 3a0oJeBaHME HOCHT ayTOCOMHO-JIOMWHAHTHBIA  THI
HACJICIOBaHMS, MaTepu peOCHKa OBLT MPEIOKEH OCMOTP, KOTOPOH BBISIBHII CXOJHYIO
KIIMHUYECKYI0 KapTUHBI B BuAe AU(PDY3HOro (pacmpoCTpaHEHHOTO PaBHOMEPHO)
JaJIOHHO-TIOJIONIBEHHOTO ~ THIIEpKepaTo3a  JKeATOBaToro  IBera.  KimHMuYeckoe
NpOSIBJICHHE THUIIEpPKEpaTo3a Ha KHUCTAX y peOeHKa M MaTepw TpeACTaBICHO Ha

pucyHke 24.
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Pucynoxk 24 — Kniuanyeckue nposBieHus pu cuHapome TocTta-YHHBI Ha JaJ0HAX

Berpewatoress KIMHUYECKHE Cydyad, KOTJa TPYJHOCTH B MOCTAaHOBKE JUArHo3a
BO3ZHUKAIOT JaXe MPU HAIMYUU 3a00J€BaHUsA Y MOHO3UIOTHBIX Osin3HenoB. CeMbs M.,
OOJIbHBI JIBA MOHO3UTOTHBIX Onu3Hena, 17 ner. U3 anamHe3a: y 00OMX KOXHBIC
M3MEHEHUS MOSBUIMCH Ha MEPBOM IOy KU3HH, C MEPUOJAUUYECKUMHU 000CTPEHUSIMU, J10
4-5 pa3 B roa. B amOymnatopHoit kapte B 1 rox 2 Mecsia y HuX 3apUKCUPOBaH JTUAarHO3
AJl, no moBoay KOTOPOro OHU HAOJIOAAIMCh HA MPOTSHKEHUH BCEH MKU3HU U MOJTydaiu
pa3zHooOpa3Hoe JIeUeHHUE B 3aBUCMMOCTH OT NMPOTPECCUPOBAHUS KIMHUYECKON KapTHHBI.

[Ipu ocMoTpe: OGAM3HELBI SIBISIIOTCA «3€PKATbHBIM OTPaXKEHHEM» APYT Jpyra.
VY 6patheB umeerca aud@y3HbI KepaTo3 JaJ0HEH W MOJAOIIB, C TJIAJKUMH POTOBBIMU
HACJIOCHUSMH JKEJITOBATOTO IIBETAa C YETKO OYEpPUYEHHBIM KpaeM (pUCYHOK 25), 6e3
nepexoja Ha Jpyrue ydyacTku Koxu. [lpouecc compoBoxaaeTcss JIOKaJbHbIM

runeprupo3oM. Hortu He u3MeHeHsbl.
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1-i1 Giu3Hen 2-1 Onu3HEN

Pucynok 25 — Pa3Has BbIpaXE€HHOCTh THIIEPKEPATO3a Ha JTAJJOHAX Y MOHO3UTOTHBIX

OJIN3HELIOB

1-i1 Gu3Hen 2-1 Onu3HEN

Pucynok 26 — Pa3Has BbIpa)X€HHOCTb MPOSIBJICHUSI Y MOHO3UTOTHBIX OJIM3HEIIOB
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KoxHblii mponiecc y 0JJHOTO U3 OJIU3HEIOB MPOTEKAET HECKOIBKO TSAKEJEe, YeM Y
BTOpOro: 0OoJjiee BBIPAKEH THUIEPKEPATO3 C I[NIYOOKMMHU JOJT0 HE3aKUBAIOIIMMU
TpeIMHAMM Ha JaJOHAX M MOJomIBaX (B MEpHOJ] O0OOCTpEHHUs), TOrAa Kak y BTOPOTO
TPEIIUHBI €IMHUYHBIC U TTIOBEPXHOCTHBIEC.

Ha mnapyxHO!l moOBepXHOCTH TMied Yy 000uX wuMeeTcs (DOUIUKYISAPHBIMI
TUIEPKEePaTO3 ¢ HE3HAUMTENIbHBIM MEJIKOIUIACTUHYATHIM IIENyIIeHHeM (PUCYHOK 26).
Cxosxue KIMHMYECKHE MpOosBIICHUs 3aTparuBatoT Oeapa. Kpome OpaTheB aHaioruyHas
KJIMHUYeCcKass KapTuHa HaOmojgaercs eme€ y 4 4ieHOB ceMbU (B TPEX MOKOJICHHUAX).
JlaHHBIN TTpUMEp YHUKAQJIEH TeM, YTO OpaThsl BOCHUTHIBAIUCH PAa3HBIMU POJUTEIISIMU U
HaOMIOAAIMUCh B pPa3HbIX Je4eOHbIX yupexaeHusx. OOuH W3 HUX MpUIIe] Ha
KOHCYJIbTALIMIO JJIi TOJATBEpPKJIEHUs JuarfHo3a «pacnpocTpaHeHHbId AJl» mnepen
OCBHJIETENILCTBOBAHUEM BO Bpaue€OHO-NPU3BIBHON KOMUCCHH.

B npyroii ceMbe ¢ MCHOJIb30BAHUEM KIMHUKO-T€HEATOTHYECKOTO METOo/a ObLIN
BBISIBJICHBI e11€ 12 O0IbHBIX B TPEX MokoJeHusX. [lomumo npobanaa emeé y 5 e€ uieHoB
3adukcupoBan guarHo3 AJl. Y Bcex OoONbHBIX cXO0Xui aHamHe3. KimHudeckue
MPOSIBIICHUS MOSBUJIMCH B TEpPBbI€ TOAbI KU3HU B BUAE YTOJIICHUS KOXH JAIOHEH U
MOJIOIIB B pa3HOM cTemneHu BblpaxkeHHOCTH. K 4-5 romam oHM mnpuHsuim Gopmy
muddy3Horo keparo3a. Bce poJCTBEHHUKN OTMEYAIM CYXOCTh KOXKHBIX TTOKPOBOB, KaK
MPaBUJIO, IPUYPOUCHHYIO K KOKE BEpXHUX U HIKHUX KOHEUHOCTEH.

[IpuBeneHHbIC ciy4yau MOKa3bIBAIOT, 4TO HCIIOJIb30BaHUE
KJIIMHUKO-TE€HEAIOTMYE€CKOT0 METO/Ia MOXET MOMOYb Bpauyy ONpENeNuTh: 1) sBiseTcs
3a00JIeBaHNE CEMEMHBIM WUJIM 3TO CHOPAJUYECKUN ciiydail (MmyTtarus de novo); 2) Tum
Hacjea0BaHus; 3) KOJUYECTBO OOJBHBIX B cembe; 4) MoauMOp(Pu3M KIMHUYECKHUX
MPOSIBIICHUM BHYTPHU CEMbHU; 5) XapakTepHbIe JJiI CEMbU BO3pACT Hayaja, IepBbIE
MPOSBIICHUS, TEMITbI IPOTPECCUPOBAHUS, TTOCIEIOBATEIHLHOCTD MOSIBICHUSI CUMIITOMOB;
6) POJCTBEHHHKOB, HYXJAIOIIUXCS B CHEIHAIbHBIX MeTonax oOciHeoBaHUs s
MOATBEPKACHUS/UCKIIIOUEHHS] 0€CCUMITOMHOIO HOCUTENHCTBA NATOJIOTUYECKOIO IeHa.

Takoil moaxoa NO3BOMSET CY3UTh Kpyr auddepeHIuanbHON JIUarHOCTHKHY,
MOCKOJIBKY Ja)Ke TPU XapaKTepHON KIMHUYECKOW KapTHHE, 0e3 OCMOTpa KPOBHBIX

POACTBCHHUKOB npo6aHz[a n TpaMOTHOTO c60pa CEMEMHOI0 aHaMHe3a ITOCTaHOBKa
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TAKOI'O JUAarHo3a MOKCT BbI3bIBATH 3aTPYIHCHH.

Amonuueckuii depmamum npu Macmoyumao3se

MacTonuros sBIsSeTCS MOHOTE€HHBIM 3a00JIEBaHHEM C ayTOCOMHO-IOMUHAHTHBIM
WIM  ayTOCOMHO-PEIIECCUBHBIM THUIIOM  HacieaoBaHus. OHO  XapakTepusyercs
nponudeparueil Ty4HBIX KJIETOK B KOXe, JUM(pATHUYECKUX y3JaX, KOCTHOM MO3Te,
CEeJIC3CHKE M HEKOTOPBIX JPYyrux opraHax. Ero matoreHe3 oCHOBaH Ha BBICBOOOXKIECHUU
MEIMATOPOB TYUYHBIX KJIETOK (BKJIFOYAsi TUCTAMUH, TeMapyH, JECHKOTPUEHBI, pa3IMYHbIC
IUTOKUHBI BocrnaneHus). Cpeau TPUTTEPHBIX (PAKTOPOB BBIJACICHUS MEJIUATOPOB
OCHOBHBIM SIBJIICTCSI PUBMUECKUN KOHTAKT WM Harpy3Ka, YKYChI )KaJsIUX HACEKOMBIX.
Koxxnast ¢opma MacTonmTo3a 4acTO pPa3BUBAETCS B IEPBbIE HECKOJIBKO JIET >KU3HU
pebenka. Ero oTIMUMTENHHOM YEpPTON SBISETCS TIOJHOE OTCYTCTBHE IOPAXKEHUM
BHYTpEeHHUX opraHoB. Kak mpaBuiio, B myOepTaTHOM NEPHOJE KOXKHBIE MPOSBICHUS
Hcye3aloT W 3a0oJieBaHUE MPOXOAUT. MacCTOLMTO3 HMEET YETKHUE KPUTEPUH ISl
MMOCTAHOBKH JIMaTrHO3a, U OOBIYHO TPYIHOCTEH HE BO3HHMKAET, HO M3-3a MOSBICHUS 3y/a
y TallMeHTa KIMHUYECKass KapTHHA MOXXET U3MEHHUTHCS U UMUTHUPOBATHh KIMHUYECKYIO
KapTuHy, CcX0Xyl0 ¢ AJl. OCHOBHBIM KJIWHUYECKHUM KPUTEPUEM ISl MOCTAaHOBKH
JMarHo3a sBseTcss cuMnToMoM YHHBI-J[apbe. [Ipy MeXaHM4YEeCKOM WM TEPMHUYECKOM
pa3Ipa)KeHUH MPOUCXOAUT BBIXOJ M3 T'PaHYJ TYYHBIX KJIETOK OOJBIIOr0 KOJUYECTBA
FUCTaMHUHA, TeMapuHa, CEPOTOHMHA W THAJypOHOBOM KHCJIOTHI, YTO BBI3bIBACT
pacuIiupeHrue COCYJOB, YCHJIEHHWE TOPO3HOCTH UX CTEHOK, BBIXOJ J>KHUJIKOCTH B
OKpYy)Karolue TKaHW W YyCWUJIuBaeT 3yA. Bo3MoxHO pediieKkTopHOE TMOsBICHUE
CUMIITOMA, KOTJIa TIPH TMOTHUPAHWUU TaJbIEM OJHOTO U3 JIEMEHTOB MOSBISETCS OTEK
OnM3IeXKaIMX MATCH, He TTOABEpraBIIuXcs TpeHuto. Ha 310poBoil K0oKe 3TOT CUMIITOM
He npossisiercs [6; 14; 15].

[Ipu BeIMOMHEHMM HacTosimed paboThl u3 470 manuMeHToB, B3ITHIX B
HCCIIeIOBAaHUE C TOPMUIHBIM TeueHueM AJl kak OCHOBHOHM NHMarHo3, y 5 OOJBHBIX Ha
MEepBOM TIpUEME IMPOM30IIa €ro cMeHa Ha Mactouutos. [lpu cOGope cemeiiHOTO
aHaMHe3a B 2 CeMbsiX 3TO 3a00JieBaHHE BCTPEUAJIOCh y HECKOJBKUX UYJIEHOB CEMbU U

COOTBCTCTBOBAJIO ayTOCOMHO-AOMHUHAHTOMY THITY HACJICIOBAHUA. B 3 cempsx JaHHOC
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3a00J1eBaHNe OBLIO CHOPAJUYECKUM, U TMOITOMY YCTAaHOBUTH THUIl HACJIEJIOBAHUS HE
MPEACTABUIIOCHh BO3MOXXHOM (OTJIMYUTh ayTOCOMHO-JOMUHAHTHBIM THUIT HACJIEJIOBAHUS
OT MEPBUYHON MYyTaIlUX BO3MOXXHO TOJIBKO C TIOMOIIBIO AeTeKiuu MyTaiuii B rene KIT)
[127]. Bce marh nere Mmoiaydaid HapyKHYI MPOTHBOBOCIAIUTEIbHYIO 0a3HMCHYIO
tepanuio AJl (Hapy>XHbI€ TJIFOKOKOPTUKOCTEPOUIBI U HHTMOUTOPHI KaJIbIIMHEBPUHA) Ha
NPOTSHKEHUM HECKOJIBKMX MECSIIEB. YUMTBIBAS, YTO MEXAHWYECKOE pa3ApakKEeHUeE
SIBJISIETCS. OCHOBHBIM TPUITEPHBIM (PAKTOPOM TPU MACTOILIMTO3E€, OCHOBHOM >KaloO0i y
BCcEX MaM Oblja ano0a Ha «aJUIePruYecKue) peakiuu Ha MECTHBIC TpernapaThl.
ITokazaTenbHbIM SBISAETCA KIMHUYECKUH ciy4yaidh mnamuenta M., 2009 roga
poxaeHus. M3 aHamHe3a: mepBble U3MEHEHUSI Ha KOXKE MOSBWINCH B 4 Mecsla Mocie
noctaHoBku TnpuBuBKU AKJIC B BuAE 3pUTEMATO3HBIX OTEYHBIX MSATEH, CKIOHHBIX K
TPYHIIUPOBKE, C MPEUMYILIECTBEHHOM JIOKAJIM3alMEW BO3JI€ KPYNHBIX CKIAIoK. B
MOCIEAYIOMIEM MX pasMep M KOJWYECTBO YBEJIMYMBAIOCH. 3a 3 Mmecsna 1o
KOHCYJIbTAllUM TPOU30IUIO PE3KOE YXYJILIeHUE cocTosiHusg. OHO 3aKi04yajaoch B
YBEJIIMUYCHUN BBICHINIAHUN B pa3Mepe U KOJMYECTBE MPU TPEHUM OAECKIbI, B MOMEHT
TIOBBIIICHUSI aKTUBHOCTH (O€er, pusznueckue ynpaxHEeHUs U T.J.) UM HAHECEHUS Ma3H, C
MOSIBJICHUEM OTEKa JJIEMEHTOB M NOKPACHEHHWEM KOXHU B MECTaxXx HUX TPYNIUPOBKHU.
[Tocne ymotpeGneHuss MUTPYCOBBIX MOSABISIACH CXOXas peakius. Heckonbko pa3 B
POTOBOM TOJIOCTH OTMEUANIOCh TOsiBIeHUE My3biped. [Ipu ocMoTpe mpobanma: msTHA
KpacHoro 1Beta. EquHuYHbIe 37IEMEHTHI Ha KOXKE CIIUHBI U Oe/lep, MHOXKECTBEHHBIE — Ha
KOJKE€ TOJIKOJICHHBIX SIMOK (PUCYHOK 27) M JIOKTEBBIX CTHOOB quaMeTpoM a0 3 mm. [lpu
MEXaHWUYECKOM BO3JICMCTBUM Ha TSATHO HAOMIOJaach peakius B BHUIE €ro OTeKa
(Bonmpipsi). Ha meBoM mipearuieube OBUIM  CIIEIBI AKCKOPHAIMM C KOPOUYKaAMH
TEMHO-KOPUYHEBOIO I[BETAa. B pOTOBOM MOJOCTH My3BIPh B AUAMETPE OKOJIO S MM C

CCPO3HBIM COACPKUMBIM.
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Pucynok 27 — IIposiBieHue MacTOMTO3a

[Ipy TpeHuwW MmsATHA MMaTeleM 4epe3 1-2 MHUHYTBHI TOSIBISIOTCS MOKpPacHEHUE,
OTEK M OHO IMpeodpazyercs B BOJNJBIPh, UTO XapaKTEPHO JUIsl cUMIITOMa YHHBI-/lapbe.
KnvHuyeckuii nuar€Ho3 MacTOIMTO3a CTAHOBUTCS OCHOBHBIM. J[Is TOATBEpKICHMS
JIHarHo3a ObUIO BBIMOJIHEHO T'MCTOJOIHYECKOE HCCIenoBaHne. B Ouomnrare sneMeHTa: B
BEPXHEHW YacTH JACPMBI OIpeaeseTcs WHOWIbTPAT, COCTOANMNNA U3 TYYHBIX KIETOK. B
0a3aIbHOM CJI0€ AMUEpPMHUCca — OOJIBIIIOE KOJTMYECTBO MUTMEHTa Oyporo 1BeTa.

ITocne cMeHBI OCHOBHOrO auarfo3a AJ] Ha MacTOIMTO3 BCEM JETSIM Oblia
pEKOMEHJI0OBaHA OTMEHAa MECTHOW TEpalmvy © PaclUCaHbl CXEMbl TPUMCHCHUS
AQHTUTHCTAMHHHBIX TPENapaToB B 3aBHCUMOCTH OT BBIPAKCHHOCTH KIMHHUYCCKUX

HpO}IBJIeHI/Iﬁ U TSOKECTH TSUCHUS 3a00JICBaHUS.

Amonuueckuti depmamum npu 1etiomuome

JleilomrocapkoMa SBISIETCSI PEIKUM 3a00JIEBaHUEM C MPEANOI0KUTEIBHO
ayTOCOMHO-PELECCUBHBIM TUIIOM Hacjea0BaHus. TpyAHOCTh B €€ AMAarHOCTUKE CBSI3aHA
C T€TEPOreHHOCThIO T€UEHUsI 0€3 YETKUX BO3PACTHBIX KpuTepueB AedroTa. OHAa MOXKET

BO3HHMKATh B JIFOOOM BO3pacCTC, B TOM 4YHCJIIC M B IICPBLIC MCCALLI KHU3HU. OOBIUHO
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pacrionaraeTcsi B TIyOOKMX CJIOAX KOXH, JOCTUras OOJBIIUX pa3MepoB, HHOTAA
3HAYUTEIBHO BBICTYMAET HAJ MOBEPXHOCTHIO KOXKH, HU3pENKa u3bsa3Bisercs. Yamie
pacrnoJjiaraeTcsi Ha HKHUX KOHEUYHOCTSIX, HO MOXET PacIojiaratbCsi Ha TOJIOBE U IIIEE.
Onyxonb OOBIYHO COJIMTapHasi, HO BCTPEYAIOTCS M MHOKECTBEHHBbIC BapHaHTHL. B
HACTOSIIIIEE BpEMs pa3dyalT 3 TUNA JIEHOMHUOM KOXH, XapaKTEepU3YIOIIMNXCS
CBOMCTBEHHBIMU KaXKJIOMY HW3 HHUX KIMHUYECKUMHU W THUCTOMOP(OJIOTHYECCKUMU
YepTaMu:

- I Tum — MHOXECTBEHHBIE JIEOMHOMBI, Pa3BUBAIOIIMECS U3 TJIAJAKHX,
MOJHUMAIOIINX BOJIOC, WU JUArOHAJIBHBIX MBIIIII.

- I tam — pgapTouaHble (T€HUTAJIbHBIE) COJMTApHBIC  JICHOMHOMBI,
pasBuBaronuecs u3 tunica dartos MOIIOHKH U TJIaJKUX MBIIII TPYIHBIX COCKOB.

- Il Tun — conMTapHble AHTHMOJICHOMHOMBI, PAa3BUBAIOIIMECS M3 MBIIICYHBIX
CTEHOK 3aMBIKAIONIMX apTepuil M TJIaJKOMBIIIEYHBIX SJIEMEHTOB CTEHOK MEJIKUX
COCY/JIOB.

JlefioMmroMa KOXHW TEPBBIX JIBYX THUIOB OOBIYHO HE BBI3BIBAET COMHEHHS TMPHU
JIMAarHOCTHKE, TaK KaK €€ OCHOBHBIM 3JIEMEHTOM SIBISECTCS Y3€JIOK, BEIWYMHOW OT
OyJaBOYHOM TOJIOBKH JI0 Y€YEBHUIIBI, KPYMHOU (aconu u Oosee, 3aCTOMHO-KPACcHOTO,
KOPUYHEBATOr0, CHHEBATO-KPAaCHOBATOTO IIBETa. XapaKTEPHOHM OCOOCHHOCTHIO
JEHOMHUOM KOXH SIBJIIETCS MX pe3Kas 0O0JIC3HEHHOCTh MOJ] BIUSHUEM MEXaHHUYECKOTO
paznpaxkeHusi (TpEHHE OJIeKI0M, TMoYeChlBaHUE, IABJICHUE WJIM MPUKOCHOBEHHE) H
oxJjaxaeHus. JIeioMruoOMBbl 0OBIYHO UMEIOT MHOXKECTBEHHBIN XapaKkTep U JOKATU3YIOTCS
Ha JIMIIE, 1Iee, TYJIOBUIIE U KOHEUYHOCTSIX, Yallle CKJIOHHBI K TPyNIupoBKe [26, 39].

ConutapHble aHTHOJICHOMHUOMBI BCTPEYAIOTCS JOCTATOYHO PEIKO U BBI3BIBAIOT
ONpeACICHHbIE TPYAHOCTH NPU IOCTAHOBKE JWarHosa. SIpKMM OPUMEpPOM SIBIISLICS
nanueHT B., Mama KoToporo oopatmiiachk 3a KOHCYJIbTallMEH C kajio0aMu Ha TOPIIHIHOE
teueHne AJl y e€ 6-metHero ceiHa. 3 aHamHe3a: mHEpBbIE KOXKHBIE MPOSIBICHUSA
MOSIBWJIMCH B BO3pacTe 3 MECsIeB B BUJIC TTIOKPACHEHUS Ha KOXKe B o0OJylacTu rojieHen. B
MOCTIEIYIONIEM TOSBUIACH CYXOCTh KOKHBIX MTOKPOBOB, BKJIKOUasl KPYIHbIE CKIaaku. B
aMOyJIaTOpHO# KapTe ¢ 4-MecsYHOro Bo3pacta 3adukcupoBan auar{o3 AJl, ¢ KOTOpbIM

OH Ha6JIIOIIaJICSI Yy ncauarpa Ha IPOTANKCHUU 5 7er. EMy HazHa4daJIOCb MECCTHOC
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JICHCHUC, AHTHUTHCTaMHHHAsA TEpalnd Ha IIPOTAKCHUHN HCECKOJbBKHUX MCCALCB oe3

MOJO0KUTEIbHON TUHAMUKH.

A. T'onens b. ITaxoBas ckiagka

Pucynok 28 — KoxxHble U3MEHEHUS NIPU COJTUTAPHOM aHTHOJIelioMuoMe y 6osibHOTO B

[Ipu ocmotpe: pebeHOK pa3BUBaAETCA B Mpejeiaax BO3pacTHOM HOpMBI. KoxkHbIN
MPOLIECC HOCUT PACHpPOCTPAHEHHYIO (OpPMY B BHUJE BBIPAKEHHON CYXOCTH KOXXHBIX
MOKPOBOB C (DOJUTUKYJSIPHBIM THUIIEPKEPATO30M C BOBJICUEHUEM IUICY, MpPEAIJICUHil,
Oenep, C 3aXBaTOM IMaxOBBIX CKIIaloK (pucyHok 28F). Ha npaBoii rojeHn umeercst odar
C YETKMMH TpaHULAMU 10 NEPEAHEN NOBEPXHOCTH Ha MNPOTKEHUM 3-X TpeTen
(pucyHok 28A). DieMeHThl B BUJE MaIyJ, CKIOHHBIX K TPYIIHUPOBKE U CIUSHUIO,
CJIETKa BO3BBIIIAIONIIMECS HAJ TMOBEPXHOCTBIO KOXKH, IMOKPBITBIE HEU3MEHEHHOW I10
CTPYKTYPE 3PUTEMATO3HOW KOXKEW C DJIEMEHTaMH SKCKOPHALMK, MO XOAY KOTOPBIX
MMEIOTCSI SPO3UBHBIE MOBEPXHOCTU. BhIChimanus cinabo 0ojie3HEHHBI MPH MajblalUU.

M3 rucToIOru4ecKkoro 3akjrO4YeHHUs: UMEETCI MHOIO KJIETOK C BBITAHYTBIMH SAApPaMU,
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HMHTCHCUBHO OKPAIICHHBIX I'CMATOKCUIIMHOM M 303HHOM. Cpez[H HHUX O6Hapy}KI/IBaCTC$I
MHOI'O COCYIAOB C HCYCTKO BBIpEDKCHHOfI MBIIIIEYHON 0007104YKOM. I'McTomornueckas
KapTHHa XapaKTCpHa  IJId anruojgerioMuoMnl. Ilo pe3yiibTataM IHPOBCACHHOTO
THCTOJIOIHYCCKOI'O 06CH€I[OBaHI/I$I AUArH0o3 HaIIpaBJICHUA ObL1 M3MEHEH Ha OCHOBHOM:
aHTMOJICHOMHOMA CMEIIaHHOI'O THIIA, COHYTCTBy}OH_[I/Iﬁ AI[ B cootBercTBUM C

AUAardHo30M Obl1a U3MEHEHA TaKTHUKA BCACHUA U JICUCHUA 0O0JIBHOTO.

Amonuyeckuii depmamum Ha QoHe cucmuoyumo3sa

['McTHOMTO3 HE OTHOCAT K MOHOTCHHBIM 3a00JIEBAHMSIM, HO TIO KPHUTEPUSIM,
NPEeabIBISIEMbIM K TpyNIe OOJbHBIX JUIsl MCCIEJOBaHMS, B HeE momal MalbyuK, Y
KOTOpPOTO B pe3ylibTare cOopa aHaMHe3a, KIMHUYECKON KApTHUHBI U JOMOJHUTEIBLHOTO
oOcnefoBaHusi ObUT YCTAHOBJEH JaHHBIA JWArHo3. Y4YuThIBas, 4YTO B OCHOBE
TUCTHOLMTO32a JIeXKUT nudy3Has win ouaroBas nponudepanus kietok Jlanreprauca,
IUIsE 3TOro 3a0o0JeBaHUsl XapaKTepHO IMOopakeHwe KocTted u Koxku. Ilo yacrore
MOpaXXEHMs KOXKa 3aHMMAeT BTOpoe mecto mocie koctei [239, 13]. [lopaxkeHue koxu
MPU TUCTUOIIMTO3€ YacTo NpuHUMAlOT 3a A/l wnu cebopeitHblit AepMatut. 3aTpyAaHsIeT
JUArHOCTUKY BO3pacT Haudaja 3a0o0JieBaHMS, OOBIYHO MM CTPAAaloOT JETH MEPBBIX JIET
KU3HU.

3a KoHCynbTalMeW oOpaTuwiack Mama C  6-meTHUM  Manbuukom K.
[Ipenbsasnsemas xanoba: Ha topnuaHoe teueHue AJ[. M3 anamuesa: y peOeHka ¢
3-MECSYHOTO BO3pACTa MOSBUJIUCH MEPBBIE NMPOSABICHUS HAa KOXKE B BHUJIE MOKHYIIHX,
3yASIIMX, OOJIE3HEHHBIX 3PO3UN Ha KOXK€ KUCTEH, cTom, TojeHeil u npearuieuuit. [pu
oOpalieHy K MeauaTpy MO MECTY >KUTEIbCTBAa ObLT BBICTaBIEH AMArHO3 JIETCKOrO
AKCCYAATUBHOTrO AuaTte3a. EMy Ha3Haue€HO KOMILJIEKCHOE JIeUeHHE, BKIII0Yalolee B ceos
MECTHYIO M aHTUTMCTAMUHHYIO TEpamnuio, a TakkKe paclucaHa noapoOHas auerta. Ha
MPOTSHKEHUN 3 MECSILIEB IOJNYYEHHUs JIEYEHUS MNPOU3OIUIO YXYILIEHHE COCTOSIHUS B
BUJIE€ PACIPOCTPAHEHUS IMATOJOTMYECKOIO0 KOKHOTO Ipoliecca MO BCEMY KOKHOMY
nokpoBy. B 9 MecsiieB ¢ BBICOKOW JMXOpaaKOW ObUT TOCHUTAIM3UPOBAH B JETCKOE
OTZIEJICHHUE C WHTEPCTUIMAIBHON NHEBMOHMEN. IIpu mnpoBeneHMM KOMIUIEKCHOTO

O6CJICI[OBaHI/ISI AUATHOCTHUPOBAHA YMCPCHHAA TICIIATOCINNICHOMCI AJINA. Beimucan u3
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CTalMOHAapa C JWArHO30M JABYXCTOPOHHSS MHTEPCTUIHAIBHAS ITHEBMOHHUS HESICHOM
ATUOJIOTUH, JbIXaTelbHas HEeJ0CTaToyHOCTh 2. B mocnenyromem HaOmogancs y
neauaTpa MO MecTy KuTeiabcTBa ¢ AJl, monyuyan perynspHoe JjedeHue 0e3
MOJIOKUTENIbHOW MHAMUKU. B amOymatopHOl KapTe MMEIOTCS peryJispHble 3aIucH
neauaTpa M epMarosiora, KOTOphle ONMUCHIBAIOT BBICHIIAHUS HA KOXKe Kak Tuddy3HbIe.
B passbie meproabl KHA3HU MPOLECC TO YCHIMBAJICA HA PA3HBIX Y4aCTKaX KOXKH 10
reHepaln3ally, TO JOKaJIU30BaJICs HA BOJOCUCTOM 4acTH TroJjioBbl. ChIllb ONMKCaHa KaK
namysia€3Has Wiu TManmyJoCKBaMO3Hasl, Be3UKYJIE3Has WM HallOMHUHAIONIAs ceOOpeHbIN
JEPMaTUT, a TaKKe UMEIOTCS 3alucHu ¢ (QuKcarueid MOKHYTHUSI B KOKHBIX CKJIaJIKax C
MIPUCOEANHEHNEM BTOPUYHON HH(EKINHU, ¢ TOCICAYIOMHUM O00pa30BaHUEM TOJCTHIX
IUIOTHO CHISIIAX TEMOPPATMYECKUX KOPOK MM Kopouek. Ilamyno-ckBamo3Has ChIlb
qaue JIOKaJIM30Bajgach Ha BOJIOCUCTOM 4YacTU TOJIOBBI, JIMIE, TYJIOBUIIE, KUBOTE U
sroauuax. [lpm ocMoTpe: mporecc HOCUT paCIPOCTPAHEHHBIA XapakTep, NPUYPOUYEH K
KPYITHBIM CKJIaJIKaM B BHJI€ JIUXEHU(PUKAIIUN, UMEETCsI BRIPAKCHHBIM Kcepo3. Ha koxe
TOJIOBBI, III€H, )KUBOTA, KUCTEH MMEIOTCA O4Yaru arpoduu, Ha HEKOTOPHIX ydacTKax —
nuxeHuuKanum u runepkeparto3 (pucyHok 29). Ha pentreHorpaMme rpyaHoOM KIETKH

— IECTPYKTUBHOE U3MEHEHHE B ITPaBOM 3 peodpe.
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Pucynok 29 — IlopaxeHue KOXHU MPU TUCTUOLUTO3E

Ha peHTreHoBCKMX CHHMMKax KHUCTEH — Ha yKa3aTeJbHBIX Malbllax
JNEeCTPYKTUBHBIE  W3MEHEHHMS  KOHIIEBBIX  (pasmaHr. Jnarno3  TOATBEPXKICH
TUCTOJIOTHYECKH: B HCCIEIyeMOM MaTepuaje HMEIOTCS TpaHyJIeMbl, COCTOSIIUE U3

THraHTCKUX MHOTI'OSAJCPHBIX KJICTOK, KJICTOK HaHreprcha n SOSI/IHO(I)I/IJIOB.

3.3.3 MyabTudakropuajibHble 3200j1eBaHUs, NPH KOTOPbIX NPHU3HAKH,
XapaKkTepHble JJsl AaTONMYECKOro [epMaTUTa, SABJISIOTCH OJAHUMHM M3 BeIyIIHX

CHUMIITOMOB

[Ipy Hanmuyum OrpoMHOro WHTEpeca K mpoOneme AJ[ Tak u He BbIpabOTaH
€AUHBIA aJITOPUTM TOCTAaHOBKM JHAarHo3a M OCOOEHHO JiedyeHHsl 3a0oJieBaHMUs,

YAOBJIETBOPSIIONINMA Beex crienuanuctoB. Kak denorun AJl mpeactaBisieTcs ¢ MO3UIMHU
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ATUOJIOTUU T€TEPOTeHHBIM COCTOSIHHEM. B MexmyHapoHo#l kinaccudukauu 0osie3Hen
10-ro mnepecmorpa (MKB-10) AJl Bxomur B pazgen JAepMaTUT U DK3eMa
L20-L30. B nmpukazax MwunznpaBa P® pa3HbIX JIeT JaH NEPEUYECHb AUArHOCTUYECKHUX
MOJIXOJI0B, BXOJSIIUX B CTAaHAAPT OKa3aHUs rmomoliiu 6onsHOMY ¢ AJl: cOop aHaMHe3a U
&ayno0, BU3YyaJbHOE UCCIEJIOBaHKE, OIpeaeieHre JAepMorpaguiMa, HcclieJOBaHUE
YPOBHSI aHTUTEN K AaHTHUI€HAM pPACTUTEIBHOTO, JMUBOTHOIO H XHMHUYECKOIO
MPOUCXOK/IECHUSI, UCCIIEIOBAHUE YPOBHS CHIBOPOTOUYHBIX UMMYHOIJIOOYJIMHOB B KPOBH,
Mopdosioruyeckoe uccliienoBanue omontata Koxu (st TsokEnsix dopm AJl), oOmuii
aHaJau3 KPOBHU, HAKOKHBIE MCCIEAOBAHUS PEAKLIUH Ha aJUIEPreHbl, UCCIEAOBAaHHUE Kalla
Ha TeJIbMUHTHI U MPOCTeHIIne, MUKPOOHOIOTHYECKOE HcclieJoBaHue Kaja. B cranmapt
JIeYeHHsl NpU 3a00JI€BaHUAX KOXKH, TOJIKOKHO-)KMPOBOM KIIETYATKU, MPUJATKOB KOXKHU
BXOJST AHTUTMCTAMUHHBIE CPEACTBA, TOPMOHBI M CpPEICTBAa, BIUSIONIME HAa
SHIOKPUHHYIO CUCTEMY, Ha3Ha4YEeHUE JUETUYECKOM Teparuu U
ne4eOHO-03/I0POBUTENIBHOTO pexuMa. B cTanmapre HEBO3MOXKHO MPEAYCMOTPETh BCE
Clly4au >KU3HHU, J1a 3TO U He HYkHO. OH TIpH3BaH MOMOYb M30€KaTh TEXHUYECKUX
OLIMOOK, YMyIIEHUH, COMyTCTBYIOUIMX PYTHHHOM pabore. KTo-TO M3 cnenuaiucTos
[I0JIAraeT, YTO BBINOJHUB CTaHAApT, OH ciaenal Bcé. KTo-To cuMTaer, 4yTo CTaHaapT
OTrpaHUYMBAET Bpaua B BBHIOOpE OOCIENOBaHUS MAallMEHTa C LEIbI0 HAUTH NPUYUHY
BO3HMKHOBEHHUSI [AHHOIO JIEpMATo3a y JAaHHOTO YEJIOBEKAa W HAaIpaBJICH JIMIIb Ha
yCTpaHEHHUE Kano0 U KOXKHBIX IPOSBICHUM B MOMEHT o0ocTpenus. EquHoro MmueHus Ha
3TOT cu€T HeT. HOo €cTh M3BECTHOE BBIPAXKEHME: KOXKa — 3€pKajo opranusma. Jis
yo6cTBa paboThl OpraHU3M JIETUTCS Ha OPTaHbl U TKaHU, HO OH OT 3TOr0 HE MepecTaéT
OBITH €IMHON CUCTEMOM, (PYHKIIMOHHUPYIOLIEH MO CBOMM 3aKOHaM, O Ye€M HE CIeayeT
3a0bIBaTh. Yaie BcTpewaeTrcss cuTyauus, korna AJ[ BbICTymaeTr Kak OCHOBHOE
3a0oneBaHue, U TOrga paboTa MO CTAHAAPTy MO3BOJSET JOOUTHCS HAMITYUIIHX
pe3ynbpTatoB. Ho eciin Ha3HAUYEHHOE JIEUEHUE HE MPUHECIIO JTOJKHOTO PE3ysbTaTa — 3TO
JNOJKHO 3aCTaBUTh 3aAyMaThCsi O TOM, 4TO A/ BBICTyNmaeT Kak CHMIOTOM JPYroro
3a00JIeBaHusl.

HNuTtepecHo paccmorpeTs AJ] He ¢ MO3UIMUM OCHOBHOTO 3a0o0JeBaHUsA, a C

IIo3nnouMu CHUMIITOMA, KOTOp]’::Iﬁ MOXCT BJIATBCA TIPU3HAKOM  IMOJHUCHUCTECMHOTO
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MOpPaXKEHUsl OpraHu3Ma, Npu JedeHun koToporo AJl nmubo ucuesHeT, 1ubO neperaeT B
cTaauio JuTenbHOM pemuccu. Penorun AJl (Mau cXOIHbIE HM3MEHEHHUS KOXKH)
BCTpedaeTcsl Ha (pOHe HACIIEICTBEHHBIX 3a00JieBaHMI 0OOMEHa BelecTB (yalle y JaeTei

paHHEro BO3pacTa).

Amonuueckuu depmamum Ha ghone cunomupeosa

Ha nepBom mnpueme, B COOTBETCTBHUM C KPUTEPUSMH, MNPEAbIBIIEMBIMU K
nanyeHTaM JIsl BKIIOYEHUS B MCClieJoBaHKe, B Hero nonai namueHt M. 9 ner. OH Obu1
NpUBEACH HAa KOHCYJIbTAlMIO C JKaJob0aMu Ha TMOBBIIIEHHYI0 YTOMJISEMOCTD,
NEPUOANUYECKYIO TOJIOBHYIO 00Jb, IIOTEPIO BECA B TEUEHUE MOCIEIHUX JBYX MECSIIEB,
HEOOJIBIION 3yl B MECTaxX BBICHIIIAHUM, MPEUMYIIIECTBEHHO B BEYEPHEE BPEMs, CyXOCTh
KOXHBIX TTOKPOBOB, MOSIBJIEHUE BOJIIBIPEH B MECTaX TPEHUS KOXKH.

[lepBble KIMHUYECKHE MPU3HAKU B BUJIE CYXOCTH KOXKHBIX TTOKPOBOB, OCOOCHHO
Ha KOHEYHOCTSX B OOJACTH MpeAlyieduil W rojieHeW, mosBuiuch B 2 roxa. Ilocne
HEMPOJOJDKUTEIBHOTO  CaMOCTOSITEJILHOTO JICUEHUST MECTHBIMU CpelacTBamMu  0e3
BUAUMOro 3Qgexra MaMa oOparuiach 3a KOHCYJIbTAllMEH K JEPMATOJIOTY IO MECTY
KUTENbCTBA. 3 KOHCYyIbTaLMM JepMartosiora B aMOyJIaTOpPHOM KapTe: *ajloObl Ha 3y
KOXHBIX TIOKPOBOB pa3IMYHOM MHTEHCHUBHOCTH, BBIPAKEHHYIO CYXOCTb KOXH,
UMEIOIYIO PElUANBUPYIONIEEe TeUeHUe; Hayanao 3aboseBaHus (MOSIBJICHUE KOXHBIX
CUMIITOMOB) CBS3bIBA€T C BBEJCHHEM HOBBIX IMPOAYKTOB B TMUTaHUE peOEHKa
(maxonuiicsa y 6a0ymiku B aepeBHe). CemeliHblil aHamHe3 He oTaroiueH. [Ipu ocmorpe:
HK3€MaTO3HbIC BBICBHINMAHMS, JOKAIM3YIOUIMECS Ha pa3rudaTeNbHbIX MOBEPXHOCTAX
KOHEYHOCTEW B BHJIE€ BE3UKYJ C DKCCyAAIMEl, CyXOCTb KOXHU CO CJIa0OBBIPAKEHHBIM
GONTUKYISIPHBIM THIIEPKEPATO30M, IIETYIIEHUE HA IPEAMJIeUbsiX U rojieHax. Jluaruos B
amMOynaTopHONl ~ Kapre:  aromuMyeckui — gepmarutr.  PexomeHaoBaH — mpuem
AHTUTMCTAMHUHHBIX MPENapaToB C yYETOM BO3pacTa U Beca peOeHKa, Ha3HaueHa MECTHas
Tepanusi B BUJE TOPMOHAJIBHOM Ma3M W MOAPOOHO pacHHcaH yXOA 3a KOXeH ¢
NPUMEHEHUEM MECTHBIX 3MOJeHTOB. Ha3sHaueHna crTporas 1uera ¢ HCKIIOYEHHEM
NPOAYKTOB,  COJAEpXKAIMX  MHIIEeBble  J00aBKM  (KpacUTeld, KOHCEPBAHTHI,

3My.IIBI‘aTOpBI), MMpOAYKTOB C BBICOKOM aJIHepFCSI/IPYIOH_Ieﬁ AKTHBHOCTBIO (HC‘ICHB,
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MOPETPOAYKTBI, SHI0, OCTPblE W IUJIABJIEHBIE CHIPbI, T'a3UPOBAHHBIE (DPYKTOBBIC
HAllUTKH, IIOKOJIaJ, MEN, Kapamelb, KOHJIUTEPCKUE HU3IeNus W T. [.), a TaKke
MPOAYKTOB, OKAa3bIBAIOIIMX pa3lpaxaroniee JAeCcTBHE Ha CIU3UCTYI0 OO0O0JIOUKY
KEIYJOYHO-KUIIIEYHOTO0 TpakTa (OCTpble, COJNIEHBIE, *XapeHble OJt0[a, KOMYEHOCTH,
NPSIHOCTH, KOHCEPBUPOBAHHbIE IPOAYKTHI). Ha npoTspkenun 7 jier peOeHOK peryisipHO
Mocelan JepMaToyioroB, ajjieprojoroB C BBHIIOJHEHHEM HUX pEKOMEHJauuid 0e3
BuguMoro s¢ddekra. [ocnuranu3zanuii B JOeTCKUM cTanumoHap He ObuUi0. Emy
HEOJHOKPATHO BBITIOJIHJIUCH J1A00OPATOPHO-UHCTPYMEHTAJIbHBIE HCCIIEIOBAaHUS: OO
aHaiau3 KpoBH U MouHu, Y3U OpromHoi monocty (OTKJIOHEHUM OT HOPMBI HE
oOHapy»eHo). [Ipu ogHOKpaTHOM aJIEProIOruueckoM oOCIe0BAHUH B BO3pACTe S JIeT
OB BBISIBJIEH MOBBIIICHHBIH ypoBeHb oOmiero u crnemnuduyeckoro IgE B chiBopoTke
kpoBu. HaOmiogmaercss y HeBpomarojora MO MECTy KHUTEIbCTBA C IOBBIIICHHOMN
BO30YyAMMOCTBIO (YyUHUTCsl B 00111€00pa3oBaTenbHOM 1iKose). [Ipy KOHCYIBTUPOBAHUM Y
SNUJIENTOJIOTAa JAHHBIX 3a MaTOJIOTMH, COMNPOBOXKIAIOIIAECS NapOKCU3MaIbHBIMU
COCTOSIHUSIMH SMWJIENITUYECKOTIO T'€HE3a, HE BBISBIICHO.

[Ipu neranpHOM OIpoce MaTepu ObLUIO BBISICHEHO, YTO PEOCHOK OTHOCHUTCS K
rpynmne 4acto 6oneromux aerei (1o S5-7 pas B roa, ocOOCHHO B MOCHEIHUE 3 Tofa), Y
MajJbuyMKa OTMEYAIOTCS OIIYIIEHHs] MPWIMBOB Xapa, cepauneOueHui (cepaue Xoyer
«BBICKOUUTH» W3 TPYIH), MEPUOJAUYECKH BO3ZHUKAIOT BCHBIIIKH Pa3apakUTEIbHOCTH,
MHOTI'/Ia C TOBBILIEHUEM TeMIlepaTypsl Tena. Ilpu ocMoTpe manuenTa: poct 126 cMm, Bec
32 Kr, 4YTO COOTBETCTBYET BO3pAaCTHOM HOpME  (PU3UYECKOrO0  Pa3BUTHS.
[lonkoxHO-XKHpOBas KjeT4yaTka He BhipaxeHa. KokHble MOKpOBbI OJeAHbIE, XOJOAHbIE,
C MpPAaMOpHBIM OTTEHKOM, MOBBIIIEHHOE MOToOTAENeHHue. [locne pa3neBaHHs OYEHb
OBICTPO TOSIBIISIETCS] SpUTEMa Ha BBICTYIAIOMIMX y4acTKax Koxu (pucyHok 30), Typrop,
KOTOpbIM CHWkeH. Koka mnpu mnanpnanuu IUIOTHAsE W MaJlONOABWXKHAsA, TPYIHO

CO6I/IpaCTCSI B CKJIaAKY, AMKa IIPpHU HaJaBJIMBAHWHU HEC 06p8.3yCTC$I.
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Pucynoxk 30 — Dpurema nociie HE3HAYUTEIBHOIO MEXaHUYECKOTO BO3AEHCTBHUS

(pa3neBaHue)

[TaTonornueckuit MpoLece pacupOCTPAHEHHBIH, HECUMMETPUYHBIN,
PaBHOMEPHBIN, HEBOCTIAJIMTEILHOTO XapakTepa. Ha mepegHell moBepXHOCTH TOJIeHU (B
e€ HIDKHEH TpeTu) M B OOJACTH OKOJIO YIIHBIX PAaKOBUH — IIEPOXOBATHIE YYACTKHU
MypPIyPHO-KPACHOTO IIBETA, C (DOJUIMKYISPHBIM THUIEPKEPATO30M W UHGUIbTpaIUEH.
MeHee nopakeHa Koxa JIMIA, €U U CIHUHBL. OTMEYAETCS CYXOCTh KOKHBIX TIOKPOBOB C
HICJYIICHUEM,  BBIPAXEHHBIM  (QOJITMKYJISPHBIA  TUNEpKEepaTo3  OCOOEHHO  Ha
pa3rubaTesbHbIX MOBEPXHOCTAX KOHEUYHOCTEH M MPEUMYIIECTBEHHO Ha HapyKHOU

MOBEPXHOCTH Tuied u Oenep (pucyHok 31), a Takke Ha KOXKE CIIMHBI TPYIH U )KUBOTA



151

Pucynok 31 — Koxa 6eapa ¢ poJTUKyISIpHBIM THIIEPKEPATO30M U IPUTEMOM

[lo Bcemy  KOXHOMY  TIOKPOBY  —  YYacTKM  THIEPIUTMEHTAlUU
CBETJIO-KOPUYHEBOTO CBETAa C JKEJTYIIHBIM OTTEHKOM (pUCYHOK 32), BbIpaKeHHas

KCJITYHIHOCTDb KOXXKHBIX ITOKPOBOB Ha JJAJAOHAX M IMMOAOHIBAX C YHAaCTKAMU OPOTrOBCHUA.
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Pucynok 32 — O0muii BU KOXKHBIX TTOKPOBOB

B 9HIOKPUHOIOTHH 3TOT CHUMTOMOKOMIUIEKC HOCUT Ha3BaHWE CHUHApPOMaA
Bunanosei-Kaubsigens (runotupeousinas aepmonatusi). UMeroTcst yaacTKu OpOroBeHUs
U YTOJIICHUS SMUAEPMHCA HA KOJEHSX M JOKTSIX, KOTOPbIE BBIMISAAT KaK CUMIITOM
«TPSI3HBIX KOJIEH U JOKTel» (cumnToM bapa). HorreBble miacTUHKM TOHKHE, JTOMKHE,
MpO3payHble C MPOJOIBHOM HCYEPUEHHOCTHI0. BOJIOCHI Ha rojioBEe CyxHue, JOMKHUE,
penkue. OTMeuaeTcs BbIMAJCHUE PECHUI] U HAPYKHOU TpeTu Oposeit. Bc€ aTo MoxHO
pacuieHuTh Kak cuMmnroM Xeprtora (Pormmibaa). Cnusuctbie 000J0YKM HA MOMEHT
ocMoTpa 0e3 IPU3HAKOB MOPAKEHUS.

Pe3ynpTaThl chielMaIbHBIX METOAOB MCCIEIOBaHUS: MpPU MEXaHUYECKOM
pa3pakeHUH MOBEPXHOCTH KOXKU JIOCTATOYHO OBICTPO MOSBISETCS OTEYHBIM BapUAHT

(hOUTMKYIISIPHOTO TUIIEPKEpaTo3a ¢ OJECTAIICH MOBEPXHOCTHIO (PUCYHOK 33).
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Pucynok 33 — Oteunslif BapuaHT (HOJUTHKYIISPHOTO TUTIEPKEpaTo3a ¢ OJecTsiei

MOBEPXHOCTHIO

[Ipu Oosee JIAUTENBHOM pPa3gpak€HUM TOSBISAIOTCS BOJIBIPM  KPYIHBIX
pa3MepoB. DBOJIOLHUS 3JEMEHTOB: 3pUTeMa IpeoOpa3yeTcsi B Oejble BOJABIPH Ha
pPUTEMATO3HOM (OHE, KOTOphie nepkarcs Oojee 20 MHHYT 10 Hadajla MPU3HAKOB
perpecca oayemeHTOB (pucyHok 34). TaktwibHasi, OoJieBas U TeMmIepaTypHas
YyBCTBUTEJIBHOCTH B ITATOJIOTUYECKUX OYarax COXpaHeHa.

VYuuTsiBast aHaMHe3 U KIMHUYECKYIO KapTUHY Mpoliecca, ObUIO MPUHATO peleHne
0 J000Ce0BaHNN MAIlMeHTa: KOHCYIbTallUs OKyIucTa, Y3W IMMTOBUAHON Keje3bl,
VY 3U 6proniHoit 0JIOCTH, TOBTOPHAS KOHCYJIBTAITHS.

IIpy NOBTOpPHOW  KOHCYJBTALIMH, MOCJIE IIOJIYYEHHS]  JIOMOJHUTEIBHBIX
pe3yiabTaToB, OBUIO BBIACHEHO, 4yTOo Tpu Y3U o0cienoBaHuu OpIOMIHOW TOJOCTH
BBISIBJIEHBl AXOCKOMHYECKUE MPU3HAKKU JedopManuu IIEHKH >KETYHOrO MY3bIps, 4TO
ABJSIETCS  AOCTATOYHO YacTbiIM NPU3HAKOM B  NOMNYJAIUU.  YJIBTPAa3BYKOBOE
HCCIICIOBAHUE IIMTOBUIAHOM JKEJIE3bl: MPU TUIMYHOM PACIOJIOKEHUE IIUTOBUIHOU
’KeJIe3bl C YeTKMMH POBHBIMU KOHTYPaMH, pa3Mephl paBoi goau 3,8 M, nepeiieek 6e3

MATOJIOTUH, JIEBask 0JiA 3,5 MJI, UTO YKJIAJIbIBAETCSl B BOPACTHYIO HOPMY €€ pa3MepoB.



Pucynok 34 — Bonasipb 1ociie MEXaHUYECKOT0 pa3/ipa)keHusi, JOMKHE CyXHe BOJIOCHI

OOGHapyXeHbl OYaroBble aHAXOTCHHBIC OOpa30BaHUS: B BEpXHEWU TPEeTH NpaBOi
JOIU  KUAKocTHOe 3,2 X 1,6 MM; B HWXHEW TpEeTH MpaBOd JOIU KUJIKOCTHOE
2,3 X 2,5 MM C YETKUM POBHBIM KOHTYPOM, aBaCKYJISIPHOE MPU LIBETHOM JOMJIEPOBCKOM
KapTUPOBAHUM, C THUINEPIXOTCHHBIM BKJIIOYEHHUEM; B BEpPXHEW TpPETH JIEBOW JOJU
aHajoruyHoe ooOpazoBanue 2,7 X 1,6 mm. 3akmouenue: KonmowaHble  KHUCTBHI
IIIUTOBUTHOMU JKEJIE3bI.

Kucra muToBUIHON Kene3bl MPEACTaBISIET COOOM KalCylbHOE YIUIOTHEHHE C
JKUJKOCTHBIM coaepkuMbiM. CornacHo cratuctuke BO3, mopsaka 10 % xureneit

IUIaHCTBbI CTPaAal0OT TEMU HIM HWHBIMU 06p330BaHI/I$IMI/I IIUTOBUIHOM KCJIEC3bI, U3 HHUX
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npuMepHO 3-5 % TPUXOAUTCS Ha JOJI0 MCTUHHBIX KUCT IIMTOBHIHOM Xxene3bl [154].
[Tatonmorusi wyamie BCEro pa3BUBACTCA Yy JKCHIIMH, B HAYaJlbHOM CTAaIUM MPOTEKAET
0eCCUMITOMHO KaK OCJIOXHEHHE OCHOBHOTO 3HJIOKPUHHOTO 3a00JIEBaHUS U OYEHB PENIKO
Manmurausupyetcs. Kucta moxer ObITh pazHoi 1Mo mopdosoruyeckoi ¢hopme, HO, Kak
MIPaBUJIO, UMEET OJIArOMPUATHBIN MPOTHO3 MPU CBOCBPEMEHHOM TMArHOCTUKE U JICUCHUH.
[TpuuuHbl 00pa3oBaHMsl KUCT OOYCJIOBJIEHBI CaMOW CTPYKTYpOH TKaHHU *Keje3bl — OHa
COCTOMT M3 JAECATKOB MHWIJIMOHOB HAMOJHEHHBIX KOJUIOMAOM (outnkyioB. Kommousg
Mpe/CcTaBIsieT co00i 0coOyr0 OENKOBYIO Telle00pa3Hyl0 >KHMIIKOCTh, COAEpKAIIylo
MpOTOTOPMOHBI. EciyM OTTOK TOPMOHOB M KOJUIOMAHOTO BEIIECTBA HapyIIAETCH,
(b OITUKYITBI YBEIMUMBAIOTCS, (DOPMUPYIOTCS HEOOIBIIINE, YACTO MHOKECTBEHHBIC KHUCTHI.
OCHOBHBIE MPUYMHBI, TPOBOLUUPYIOIINE PA3BUTHE KOJUIOWJHBIX KHUCT: CTPECCHI,
JUTUTEIbHBIE M TOCTOSIHHBIE HEPBHBIC NMEPErPY3KU; HENMPABWIBHOE W HEPALMOHAIBHOE
MMTaHKUE; HETIOJHOIICHHBIN COH; Upe3MepHbIe (PU3NUECKHE HATPY3KH; XOJOIHbBIE YCIOBHS
(3MMa WM TPOXMBAaHUE B CEBEPHBIX palioHAaX); HAPYIIEHHUE KHUCJIOTHO-IIEIOYHOTO
Oaytanca, fedunut Homa B opranusme u ap. [31].

YuuteiBasg aHamMHe3 3a00JieBaHus ¢ 2 JIET, Pa3BEPHYTYIO KIMHUYECKYIO KapTHUHY,
TOPIUJHYIO K JICUCHUIO TIO cTaHaapTHOUM cxeMe AJl, u pesynbraThl ¥Y3U MIUTOBUIHOM
KeJe3bl, TMalMeHT ObUI HampaBJIeH Ha KOHCYJIbTAllMIO K  OSHIOKPUHOJOTY.
B menuko-renetnueckyio KoHcyibTanuio r. HoBocuOupcka Obul cAenaH 3ampoc O
MPOXOXKACHUU JAaHHOTO peOeHKa uepe3 HeOHATaJdbHbIM CKPUHHHI Ha BPOXKICHHBIN
TUIIOTUPEO3 — Ppe3yibTaT MPUIIET OTPUIATSNIBHBIM (JaHHBIX 3a BPOXKICHHBIN
TUIIOTHPEO3 Y pebeHKa BhIsBICHO He ObUI0). [lo pexkomeHpanuu SHIOKPUHOJIOTA
MalKUeHTY ObLTa MPOBeJIeHAa TOHKOUTOJIbHAS MMYHKIITMOHHAS OUOTICUS C TUCTOJIOTUUYECKUM
KCCIICIOBAHUEM JUISl ONIPENICIICHUSI HAIMYUA aTUIIWYHBIX KJIETOK. M3 UTOIOTMYECKOTO
3aKJIIOYEHUSI: JTaHHBIX 3a aTUIHWYHBIM TMpoluecc He BbIsIBICHO. [locie mpoBeneHus
omoxumuueckoro ananuza (TTI, T3 cBoGoxanswif, T4 cBoOGOmHBINA, anTUTENna K TI' u
antutena k TIIO), Ha OCHOBAaHUM TOJYYEHHBIX PE3YIbTATOB AHIOKPHUHOJIOTOM OBLI
BBICTABJICH JMArHO3: NMEPBUYHBIN THIOTHPEO3 U HA3HAYEHA 3aMECTUTENIbHAsl Teparus

ropMOHaMH H.IHTOBHI[HOfI KCJIC3HhI.



156

Yepe3 nBa Mecslia OT Hayaja HA3HAYEHHOT'O OHHAOKPHUHOJOIOM JIEYEHUS Y
pebeHKa MOTHOCThIO PErPECCUPOBAl KOKHBIN 3y, YMEHBIIUIUCH rojIoBHbIE Oonu. [lpu
ocMOTpe marueHTta: poct 126 cm, Bec 34 kr (mpubaBka B Bece Ha 2 Kr),
MOJIKOKHO-)KMpPOBasi KjeTdyaTka He BbIpakeHa. KoKHble TOKPOBBI PO30BBIE, C
HOPMAJIbHBIM TMOTOOTHENeHUEM. Typrop KoM B Tpejaesiax BO3PACTHOW HOPMBI.
KoxHbplil mpoliecc HOCUT pacmpocTpaHeHHbIM xapakrtep. Ha mepenneld moBepXHOCTH
rojieHu (B €€ HWKHEN TPEeTH) U B 00JIACTU OKOJIO YIIIHBIX PAKOBUH OCTATOYHBIE SIBICHUS
KOXHOTO TMpOIlecca, C BBICTYNAIONIMMHU BOJOCSHBIMH (OJUTMKYIaMH U ci1abo
BBIPAKEHHBIM THNepkepaTo3oM. CBOOOAHBI OT BBICHINIAHUS KOXKa JIUIA, IIEU U CIUHBI.
OtmeyaeTcsi CyXOCTh KOXKHBIX TIOKPOBOB C UICNYHIEHHWEM, HE BBIPAKEHHBIM
GONTUKYISIPHBIM  TUIEPKEPATO30M  TOJIBKO HAa  pa3ruOaTelbHBIX MOBEPXHOCTAX
KoHeyHocTel. [lo BceMy KOXHOMY TOKPOBY — YYacTKA TUIIEPIUTMEHTAIUU
CBETJIO-KOPUYHEBOT'O CBETA C JKEJITYIIHBIM OTTEHKOM, HEBBIPAKEHHAS KEITYIIHOCTh
KOXHBIX TMOKPOBOB Ha JIAJIOHSAX W MOJOIIBAX C y4yacTKamMHu oporoseHus. Hmerorcs
Y4aCTKH OpPOTOBEHUS M YTOJNILIEHUS SMUJIEPMUCA HA KOJEHSAX U JOKTAX. HorrteBble
IUTACTUHKU TOHKHE, JIOMKHE, TPO3payHble ¢ MPOJ0ILHON UCUepUEHHOCTHI0. Bomock Ha
roJIoBe CyXue, JOMKue, penkue. OTMevaeTcsi OTpacTaHue PECHUIl U METUHKOBBIX BOJIOC
HApY>KHOU TpeTu OpOBEH.

Takum oOpa3oM, OTCYTCTBHE OXKUIAEMOIO pe3yjabTaTa NpHU CTaHAAPTHOM
neyennu AJl 1OKHO HACTOPOXKHUTH Bpaya O CUTyaluu, koraa Al win o4eHb CX0IHOE
MOpa)KEHUE KOXU BBICTYNMAaeT Kak CHUMITOM Jpyroro 3aboseBanus. HeoOxoaumo
BEPHYTHCS K dTanmy aud@epeHnnanbHol TuarHocTuky, paciupuB e€ kpyr. U nmepsoe,
YTO HaJ0 HUCKIIOYaTh Yy JeTed, — 3abosieBaHUs OOMeHa BEUIECTB U 0053aTeNIbHO
MATOJIOTUIO LIUTOBUAHOW >Kelie3bl, MOTOMY YTO THUINOTHPEO3 B JIETCKOM BO3pacTe
0€3BO3BpAaTHO HEraTUBHO BIUSET Ha YMCTBEHHOE€ pa3BuTue pedénka. Koxa — 3epkano
opraHu3zMa, ¥ 93TOT (DAKT JOJDKEH INOMOraTh Bpayy B CBOEBPEMEHHOM IMOCTaHOBKE

MMPaBHIIBHOT'O AUArHO3a U HA3HAYCHUU 3(1)(1)CKTI/IBHOFO JICUCHMUA.
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3.3.4 AronuuyeckMii JepMAaTHT NPH AJUVICEPIrUYECKOM JIHTEPONATHH U

neJTHakmm

Crnenytromeid 3amadeil wucclienoBaHusi ObLIa OIlEHKA TOro, sBisercsa Ju Al
Mapk€poM IeJIMaKUM W/WIK aJUIepruYecKod HHTEpONaTUU U I1EeNeco0Opa3Ho  Jin
BKJIIOYATh MX B IUJIaH 00CIE0BaHUS MIPU €ro TOPIUIHOM TEYEHHH 3TUX 3a00JIeBaHUU.
Jus »storo Obima copmupoBaHa 3-s rpymnmna, B KOTOPOH PETPOCIEKTUBHO
MPOAHATU3UPOBAHBI MEIUIIMHCKHAE KapThl IETCKUX OTAECJICHHUM 3a MOcielHue 3 roaa B
®OI'bY PIIKb M3 P® u I'BY MII'KB /I3 r. MOCKBHI.

3a 3 neTHU# NMepuoJl B IETCKUX OTICICHHUSX MPOIUIA 00CIIeIOBAaHUE U JICUCHHE
377 nalMeHToB C YCTAHOBJIEHHBIM JUArHO30M LEIHaKus/ajlepruyeckas dHTeponaTHsl.
Onu pazaenuiuch 1o noiy Ha 171 manpuuk (45,5 %) u 205 neBouexk (55,5 %). Ilocne
aHanM3a UCTOpUi OOJIE3HU BCe JIETH ObUIM pasziesieHbl Ha 4 moArpynmnsl: 1-1 — JeTu ¢
YCTAHOBJICHHBIM  JIMarHO30M  lenuakus (222 pebenka — 58,9 %); 2-1—c
YCTAHOBJIEHHBIM JMAarHo3oM lenuakus u Hanuuuem AJl (24 pebGenka — 6,4 %); 3-s1—c
YCTaHOBJIEHHBIM TMAarHO30M ajiepruueckasi surepomnartus (42 pedenka — 11,1 %); 4-a —
C YCTaHOBJICHHBIM JAMArHo30M ajuieprudeckas suteponatus ¢ AJl (89 nereit — 23,6 %).

OcCHOBHBIE KIIMHUYECKHE CUMIITOMBI B IEPBOM M BTOPOM MOATPYIIIE, COCTOALIEH
u3 246 nerei, pacnpeAenuinuch CIeAylomuM oOpa3oM: runoTpodus HabIoaanach y
202 (82,1 %), 3amepxkka pocra — y 178 (72,4 %), MbllieyHass TUNOTOHUA — Y
173 (70,3 %), anemus I-11 cT. 3apeructpupoBana y 128 (52 %), paxut II-III crenenu — y
93 (37,8 %), sHTEepomaTHs C HATMYUEM MMACTO3HOCTHU WM OTeKaMu — y 62 (25,2 %).

Jleteil Cc yCTaHOBJIEHHBIM JMArHo30M Lefduakus Obuio 222 pebeHka, a ¢
YCTAHOBJICHHBIM JIMarHO30M Lenuakus u Hamuuuem AJ[ — 24 peOeHka, W3 HHX
19 neBouex u S5 manpuukoB. B AByx 3Tux moarpymnmax okaszainoch 246 nereil. ons
nere ¢ uenuakus u HaimuumeM AJl oT Hux cocraBwia 9,8 %. DTO COOTBETCTBYET
cpeaneit yacrore AJl B nerckoi nonynsauuu. [Ipu aHanuse 2-i TOATpynIbl 0Ka3aaoch,
YTO TaM HaXOJASTCS AETH B Bo3pacTe OoT 2 mecsueB 10 5 ner. [loaToMy ObUIO perieHo
MPOAHATU3UPOBATh, Kakoil mpoueHT cocTtaBUT AJl cpenu OONBHBIX C LETUAKUed B

Bo3pacTHOU rpymme oT 0 mo 5 ner. U3 222 nerel ¢ nennakuen B BO3pacTte A0 S5 JET
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okazanoch 73 pebenka. Bcero nereit no 5 ner B 1-it m 2-it moarpynmax — 97. U3
97 nereii ¢ uenuakueit nois ¢ AJl cocrapuset 24,7 % (24 yenoBeka), a 3TO MPEBHIIIACT
CPEIHEeNOoNyIAIMOHHYI0 yacToTy A/l

N3 131 wuccienyemMblx MAlUMEHTOB JOJS C YCTAHOBJIECHHBIM JHArHO30M
ajuteprudeckas sHTeponatusi ¢ AJl cocraBuna 67,9 % (89 0GonbHBIX); allepruyeckas
sHTeponatust — 32,1 % (42 dyenomeka). Y neredt B 3-i1 u 4-ii moarpynmax Obuid
3a(pUKCUPOBAHBI CIEAYIOUIME KIMHUYECKUE NPOSBICHUS: OONM B KMBOTE OTMEYald
110 (84 %), Ha y4alieHHbIN CTYJ )ajmoBaiuch 95 nereit (72,5 %), ycTaocTs U OBICTPYIO
yromisiemoctb — 89 (67,9 %), orctaBaHue B (PU3MUECKOM pPa3BUTHH OTMeuanoch y 81
pebenoka (61,8 %), psora — y 43 (32,8 %), anemus 3apeructpupoBana y 42 (32,1 %).
[Ipu cpaBHeHun noarpynn 3-# U 4-i BBIABIEHO, YTO KJIMHUYECKUE TMPOSBICHUS B
noarpynme 4-ii 6buUIM OoJiee BbIpaxkeHbl, yeM B moarpymme 3-il. Ilpu moctyrieHun B
CTallMoOHap KiIMHWYecKkas kaptuHa AJl B moarpymnmne 4-ii pacnpenenuiach CIeAyIoluM
oOpazom: AJl pacnpocTpaHeHHBIH B cTaguu obocTpeHus 3adukcupoBaH y 38 nereid, AJl
B KPYIIHBIX CKJIaJKax ¢ obocTpenueM — y 23, AJl pacnpocTpaHeHHBI BHE 000CTpeHUs —
y 15, AJl B kpynHbIX ckiiaakax 0e3 odoctpenus —y 7, AJl B anamuese —y 6. Hauano AJ]
y 76 neteit B aHamHe3€e 3a()MKCUPOBAHO PaHbIIIE, YEM MOSBICHUE PAa3BEPHYTON KapTUHBI
aJJIepru4eckor sHTeponaTuu. JleTn HaxoaWInCh HAa SJTMMUHAIMOHHON JHeTe HE MEHee
OJIHOTO Mecsila 0e3 MONI0KUTEIbHON JUHAMHUKY; Ha CTAaHJAPTHOM Tepanuu MaluyueHThl 10
roja — 6osee 2 MecdleB, cTapuie rojga — uHorga oosee 4 mecsues, 0€3 UCKIIOUYEHUS U3
palMoHa TMPOJYKTOB, cCOJAEpKamMx TIIoTeH. [lpu Bbimucke w3 cranuoHapa AJ]
pacnpocTpaHeHHBIM B cTaauu 00OCTpeHus 3adukcupoBaH y 2 geteil (MM Obuia aaHa
peKoMeHaanus O HaOJMIOACHUHM Y JepMaTojiora MO MECTy >KUTEIbCTBA C BO3MOXKHOMU
rocrnuraiuzanei B NpoduibHOE OTAENEeHHE). ATONUYECKUH AEpMATUT B KPYITHBIX
CKJIaIKaX ¢ OOOCTPEHHEM B BBIUCHOM DJIUKpU3Ee HE (UKCUPOBAICA HU y OJIHOTO
pebenka, AJl pacnpoctpaHeHHbIH BHe 0o0ocTpeHus — y 51 pebenka, AJl B KpYIHBIX
ckianakax 6e3 odboctpenus —y 30 nereit, AJl B anamHese — y 6 neTei.

Jliist onpenienieHusl CeHCUOMIN3aluy K HEKOTOPBIM MUIIEBbIM aHTUTE€HAM Y JIeTel
Bcex 4 rpynn cpaBHuBalica TUTp lgG-aHTuTen B CHIBOPOTKE KpoBHU. bpancsa Bo

BHUMAHUC I/IMMYHHblﬁ OTBCT OpraHui3Ma B 3aBUCUMOCTHU OT BPCMCHHU CCHCI/I6I/IJII/I?>aHI/II/I
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OopraHmnimMad, YYHUTBIBAJIIOCH CO6JIIOIICHI/IC aFHHaHHHOBOﬁ JAUCTDI. PaCCManI/IBaJII/ICB TC
AHTUI'CHBI, PE3yJabTaTbl HUCCICAOBAHUA KOTOPBIX HMCIUCH Y BCCX TITAIIMCHTOB

(Tabnuia 7).

Tabnuua 7 —Tutp antuten u obwmero IgE mnpu amnepruyeckoil sHTEpomaTUH U

neJInaKkmnu
OO OBanb0y-
2 [Cmoren BKM Puc Kykypysa
§ AnnepreHsl IgE MUH
% M+T1 | max-min \YE= ¥ M+t M+t M+t
ts!
3 JlparHocTuyeckuii TUTp 3,18 — 3,18 3,18 3,18 3,18
0 6 = MEL s 3,40 2,55
bII IICpHOJI, O3 A5+ 40 + S5+
CIPRITED 0,40 2-990 0,90
g JMETBL, 11 = 65 1,00 0,30 1,15
E p<0,001 p<0,05
% 3,38+
= BI'J] 6-12 mec., 3,08+ 385+ 3,70 1,55+
0,60 2-500
g |n=28 020 | 050 | +145 | 065
éé p<0,05
T |y B/, 0% 2,85 2,25 2,80 2,80
apyIIeHn ,8) £ 20+ , o0+ , 00+
5 Py 0,50 0-270
=38 1,00 1,20 0,95 0,40
p<0,05
Ocrtpslii nepriof, 0e3 4,50 + 0990 3,76+ 2,80+ 3,70+ 2,80+
BI'/Jl, =94 0,50 0,50 1,20 1,00 0,80
BI'J1 6-12 mec., m=52 3,90+ 7655 345+ 3,00+ 3,50+ 3,00+
= _
g (YacTrdHas peMuccs) 0,40 0,85 0,95 0,45 0,40
% BI'J1 Gonee 12 mec., 2,80+ 2,84+ 1,75+ 3,00+ 2,85+
= 4-400
=24 (Pemuccus) 0,80 0,90 1,65 0,25 0,80
Hapymienus BI'/L, 3,90+ 0630 3,34+ 3,10+ 3,20+ 2,90+
n="76 0,45 0,70 1,00 0,35 0,25
[Tpumeuanus: BKM — 6enku kopoBsero monoka, bI'/] — 6e3rnuanuHoBas quera, oBaabOyMUH
KYPHHOTO SIMIA.

Ananus YPOBHA AQAHTUTCII K TIJIIOTCHY IIOKa3dajJ, 4YTO B OCTPOM IICPpHUOJAC U
aJIJIepFH‘ICCKOﬁ OHTCPOIIATUHN U HCIUAKHUU Y BCCX IICTCﬁ OTMCYAJIUCh UX ITOBBIINICHUC, a

TAKIKC YBCIIMYUBAJICA YPOBCHb AHTHUTCII K OeykaM KOPOBLCTO MOJIOK4A, K pUCY U
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OBJIbOYMUHY KYpHHOrO siiilja. XOTsl YpOBEHb aHTUTEN K TJIIOTEHY, OelkaM KOPOBbHETO
MOJIOKA W pUCY NIpHU LETUAKUMU JocTUraj OoJsiee CYIIECTBEHHOrO MOBbIMIeHUS. [0
O€3rIIIOTEHOBOM JIMEThl BBICOKME THUTPHl aHTUTEN K TIIIOTEHY HMEJIH BCE JIETU C
LIEJINAKUEH, a C aJUIepruuecKor dHTeponaTuen Toabko 49 nereit, uro coctaBuiio 38 %.
K Oenkam kopoBbero moioka — 62 % npu uennakud u 42 % npu amiepruyeckoin
sHTeponatuu. K oBansOymuHy KypusHoro siina — 14 % npu nenuakuu u 52 % npu
aJUIepruueckod sHTeponmatuu, a K pucy — 79 % wu 44 % coorBerctBeHHo. Ha
0€3III0TEHOBOM JueTe y OOJIbHBIX LieJIMakuell HabJt01anoch NaIeHue TUTPOB aHTUTEI K
[NIIOTEHY, a TakXke K OeJKaM KOpPOBBErO0 MOJOKa, OBAIBOYMHHY U PHUCY, NPUYEM
HOPMAJIbHBIX 3HAYEHUW TUTPBl 3TUX AHTUTEN JOCTUTATM TOJBKO TPU COOIIOACHUU
auethl cBbiiie 1 ronxa. [lpum HapymieHuu O€3rIIOTEHOBOM NHMETHI YpOBEHb TUTPOB
aHTHUTEI K TJIIOTEHY, a Takke OelikaM KOPOBBETO MOJOKA M PUCY BHOBBH CYIIECTBEHHO
MTOBBIIIAJICS.

[Ipu cpaBHeHuu rtpynnsl 2-d u 4-i1 oTMevasnoch mnoBbimieHue obdbmero IgE
(450-990 kU/ml) o cpaBHeHnuto ¢ rpynnamu 1-it u 2-it. Cpenuuit ypoenb oduero IgE
Obl1 moBbilieH y 22 % pgeredl ¢ Lenuakueil, y KOTOPBIX HaOIIOAaId MPOSBICHUS
aTONMUYECKOro JepMatuta. YpoBeHb obuiero IgE y nereil ¢ nenuakuelr He 3aBUCEN OT
coOmoieHust 06e3rioTeHoBor auethl. Teuenue ke AJl BO BTOpo# rpyrie, HalpoOTHUB,
pPE3KO yNAydlllajJoch B 3aBUCUMOCTH OT Ha3HAY€HHOW O€3rNIIOTEHOBOW JHETHI.
KonmnuecTtBo nereld ¢ moBbIIEHHBIM ypoBHeM IgE cpemm aetell ¢ amiepruyeckoun
sHTeponaTuei coctaBmwio 48 %. Takum oOpa3om, s OOJBHBIX LEIUAKUEH B OTIUYUE
OT ajuleprudeckoil sHTeponatuu, AJl siBnsercs HecnelUpUIEecKUM MapKepoM, HO IpH
HaJIUYUU Henuakuu U AJl mocnenHuil CUIbHO 3aBUCHUT OT O€3INII0TEHOBOM AUETHL. B TO
xe BpeMmsi AJl y OOJBHBIX C alJIepruuecKoil SHTeponaTHel BCTpEeYaeTcsl 3HAUUTENIbHO
yaiie, 4eM B MOMYJALMH, YETKO KOppeaupyeT ¢ ypoBHeMm obmero IgE u Moxer
ABJIATBHCS OAHUM M3 MapkepoB B MU PepeHIaTbHOM AMAarHO3€e MEXAY LeIHaKkuend u
ajIepruyeckord sHTeponatueid. IloMMMO 3TOro, y4yuThIBas IOJYyYEHHBIE [IaHHBIE,
MOXXHO YTBEpXkJaThb O HEOOXOJMMOCTH TMPOBEACHUS KOMIUIEKCHOIO OOCIeAOBaHUS

IIalUCHTOB C AI[ C BKIIFOYCHUECM B O6CJ'ICI[OBaHI/Ie YPOBHA aHTUTCII K TTIFOTCHY.
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TakuM 00pa3oM, aTONMWYECKHHA JEPMATUT MOXKET OBITh PAaHHUM MapKepoOM
[EIHaKu W OCOOCHHO aJIEPTUYEeCKOW JHTEPOMATHH, TOATOMY OTH 3a00JIeBaHMUS
1enecooOpa3Ho BKIHOYATh B Kpyr AudPepeHnanbHOl TUarHOCTUKU TPU COBIAJCHUM

ne6tota AJl ¢ BBeieHHEM B IETCKUI pallMOH MPOIYKTOB C TIIOTEHOM.

34 Ananu3 acconmanuii  noaumMoppu3Ma  reHOB-KaHAUJATOB €
HACJIEICTBEHHO  OTSIOIIEHHOCTHbIO, YPOBHEM JHJIOTeHHBIX IOKAa3aTeJeii,

(akTopamu pucka, aTONNYECKUM I€PMATHTOM

[Ipu mpoBeneHun Hactosmero ucciaegaoBaHuss y 280 OOJbHBIX C TOPHIUAHBIM
teyeHueM A/l He ObUTO 0OHAPYKEHO JAHHBIX 32 TEHETUYECKYIO MPUPOY 3a00IeBaHUS.
OHu OB OTHECEHBI B TIOJTPYIIY C HEBBISIBICHHOW '€HETUYECKONW KOMIIOHEHTOU. DTH
OOJbHBIE COCTABWJIM TPYIIY JUIsl OLIEHKM BKJIaJa HM3y4aeMbIX MOJIUMOP(PU3MOB
reHOB-KaHAMAATOB B pa3Butue AJl ¢ TopnuaHbIM TeueHueM. VM ObLJIO BBINIOJIHEHO
reHotunupoBanue rs231775 rena CTLA4. [Ing ontumuzauuu o0beMa UCCISAOBAHUS Y
200 mamureHToB u3 280 ObUIO BHITIOJHEHO TreHOoTUNUpoBaHue emé 4 reHos: rs1800795

rena IL6, rs16944 rena IL1B, rs763780 rena IL17F u VNTR rena IL1RN.

Honumopghusm rs231775 ecena CTLA4

[Ipy aHanm3e MNOJYYEHHBIX PE3YJIHTATOB YACTOThl T€HOTHUIIOB MOJIUMOpPHU3Ma
1s231775 rena CTLA4 B KOHTPONBHOM TpyHI€ HAaXOASATCA B PAaBHOBECHH
Xapau — Baitn6epra (x° =0,24). Ilpu cpaBHenuu rpynmsl ¢ AJl ¢ KOHTPOJEM IO
4acTOTaM T'E€HOTUIIOB M asuiesner momumopdusma 49 A/G (rs231775) rena CTLA4
CTATUCTUYECKHU 3HAUUMBIX pa3inuuil He oOHapykeHo (Tabiuna 8).

OpHako mpu pas3elieHud TPYNI MO MOy JOCTOBEPHbIE Pa3IUuus BBISBICHBI Y
KEHIIMH 1o wvactore reHoruna AA (p = 0,046). OtTHouleHME IIAHCOB HAWTH
HocHUTeNnbHUIlY TeHoTuna AA B rpynme ¢ AJl B 1,6 pa3a Beiie, uem B KoHTpode (95 %

JIN 1,1-2,4) (tabauna 9).
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I'pyliic u B Irpynne ¢ aTolmu4CcCKuM ASpMaTuTOM

P KontponsHas rpynmna ALl
n % n %
GG 64 22,9 54 19,3
GA 144 51,4 133 47,5
AA 72 25,7 93 33,2
JIOCTOBEPHOCTD pa3auduii, p 0,138
Annenn % %
G 48,6 43,0
A 51,4 57,0
JIBycTtoponHuii Tect @uiepa 0,072

Tabnuua 9 —Yacrotel renotunoB u amwiened rs231775 rena CTLA4 y >xeHIIUH B

KOHTpOJIBHOﬁ I'pyniec 1 B Irpyinne ¢ arTolnmnu4cCKuM ICpMaTUTOM

KonTposbHas rpymnmna ALl
I'enoTumnsl
n % n %
GG 46 23,8 37 19,2
GA 98 50,8 88 45,6
AA 49 25,4 68 35,2
JIOCTOBEPHOCTD pa3nuyuil, p 0,100
Annenn % %
G 49,2 42,0
A 50,8 58,0
JIBycTroponHuii tect ®umepa 0,05
n % n %
Hocurenu renotnna AA 49 25,4 68 35,2
Hocurenu renotunos AG+GG 144 74,6 125 64,8
JIByctoponHuii tect ®uiiepa 0,046
OTHoOlLIIEHHE [IAHCOB 1,6
95 % A1 Ol 1,1-2,4

[Mpumeuanus: O — oTHOMIEHNE maHCcOB, I — noBepUTENbHBINA HHTEPBAI.
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IIouck TreHeTM4YeCKOW OCHOBBI TEHIEPHOTO HEPABEHCTBA AJUIEPrUYECKHX
3a0oneBaHuil OBUT LIENBIO MCCIENOBaHUS KuTaWckux Y4€HbiX (1333 yuactHuKa
uccienoBaHus B Bo3pacte 19-49 ner ¢ acTMOM, PHUHUTOM WIM aTONHYECKUM
nepmatutoM). [lanueHTsl ¢ alnepruyeckuMu 3a00JIeBaHUSIMU UMEIU 00Jiee BBICOKHE
ypoBHH oOmiero IgE, yem numa 6e3 aronuu. XKenmwuael ¢ AA reHotunoMm B 49-m
nosioxkeHnn CTLA4 umenu 3HauuTenbHO Oosee Bbicokue ypoBHH oOmiero IgE, yem
retepo3urotsl AG. I'omo3urorel GG umenu camblii HU3KUKM ypoBeHb IgE. Torma kak
MY>KYMHBI C pa3HBIMU T€HOTHIIAMU HE UMENH pa3induii B oomem ypoBHe IgE.

KeHumHbpl ¢ annepruuyeckuM PUHUTOM HUMEIM 3HAYUTEIBHO O0Jee BBICOKYIO
4acTOTy reHoTuna AA, 4yeM KeHIIMHbI 0e3 aTonuyeckux 3adoneBaHuil. B oTnuuue ot
ATOr0, Yy MYXKUHMH C M 0€3 ajuiepruiyeckux 3a0o0jieBaHUi He ObUIO pa3inyuil B 4aCTOTE
reHotunoB rs231775 rena CTLA4 [131]. B 2012 roay Obul IpOBEAEH MeTa-aHAIU3
accormanuu mexay CTLA4 (49 A/G) u BA ¢ yuyactuem 2330 marueHTOB ¢ acTMOH H
1743 gyenoBek B KOHTpoibHOU rpynne nu3 Asuu. HocurensctBo renotumnos +49 GG u
GA cHmwxano puck passutus BA y gereir (OR = 0,690, 95 % CI = 0,497-0,957,
p = 0,026), HO He y B3pocibix. KpoMe TOro, okazaaock, 4TO CBSI3b UMEETCS TOJBKO B
cllydae aTomu4ecko OpoHxuaibHOW acTMbl [59]. B wucciemoBanum accoumanus
15231775 rena CTLA4 ¢ AJl oTnenbHO y AeTeil He MOATBEpAUIIach, BO3MOXKHO, U3-3a
OTHOCUTENBHO HEOONBIIMX pa3mepoB Tpynn nered. [lpu aHanmuze Ha Bceil rpymme
0onpHBIX A/l 00HapyXeHO JOCTOBEPHOE CHUYKEHHE YaCTOThl HOCUTENILCTBA M'€HOTHIIA
GG cpenu nun ¢ OTATOIIEHHBIM 1O AJl ceMENHBIM aHaMHE30M, 10 CPAaBHEHHIO C
nanueHTamu 0e3 AJl B cemeiriHoMm anamuese (OLI = 0,5 95 % AU 0,3-0,9; p = 0,035)
(pucyHok 35).



164

60

Bbe3 ALl v pOACTBEHHUKOB

BC ALY pOACTBEHHUKOB

GG AG AA

Pucynok 35 — Yacrotel renotunos rs231775 rena CTLA4 B rpynmnax nauueHToB ¢ A/l

¢ oTsarom&HHpIM o AJl ceMeitHbIM aHaMHe30M U 0e3 AJl B ceMeHOM aHaMHe3¢e

IToka HegocTaTouHo xopoiio npeactasugetca poib CTLA4 B pazsutuu A/l, Bce
€ro B3aMMOJCHCTBUS, TMOJOXKUTEIbHBIE W OTpULIATENIbHbIE OOpaTHble CBsI3U. Tak
W. A. Choi u coaBtopsl (2012 r.) Ha koropte u3 669 nereii (¢ BA u 6e3 He€) nmokazanu
Hannuue cunepretudeckoro a¢dexra qeyx OHII rs231775 (CTLA4) u rs20541 (IL-13)
B OTHOILIEHUH MOBBIIEHHOTO ypoBHs IgE B chiBopoTke KpoBu [96]. Panee B 2010 roay
K. Y. Oh u coaBrops! nokazanu accounanuto CTLA-4 (49 A/G) ¢ npoaykuueit IgE y
nerer ¢ aronndeckoil bA [53]. Stene L. C. u coaBTOpbl emé pa3 NOATBEPAWIH, UYTO Y
JeTeil ¢ PK3eMOI PUCK pa3BUTHUS caxapHOro nuadera 1-ro Tuma meHblle (OTHOIIEHUE
mancos, OllI, 0,61, 95 % noseputenbubiii uaTepBai, AW, 0.40-0.95) u nokaszanu, 4To
s10 He cBsi3aHo ¢ CTLA4 [50]. O6ocHOBaHHBIX OOBSCHEHUN ITOMY (PaKTy MOKa HET.
Haxopasce Ha sTane HaKOIJICHUS 3HAHUM Ba)KHO KakKI0€ HOBOE MCCIEOBAaHUE — 3TO
emé ONMH IIAr K Jy4dynieMy NOHMMaHUIO martoreHe3a 3abosieBanus. MuPHK (manbie
unpopmarmonnsle PHK) mogasisior skcnpeccuio reHoB Ha MOCTTPAHCKPUIILIMOHHOM

YPOBHC. Kaxk HU3BCCTHO, aTONUYCCKUU ACPMATUT SABJIICTCA O6H_II/IM XPpOHNYCCKUM
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BOCHAJIMTENbHBIM  3a00JIEBAHHEM KOXH, KOTOPOE XapaKTepHU3yeTCsl HaJudueM
akTUBUpOBaHHBIX T-kieTok B koxe. Sonkoly E. u coaBtopsl (2010 r.) M3yuanu poib
MuPHK k CTLA4 (miR-155) B marorenese aronudeckoro aepmarurta. Y posenb MuPHK
OKa3ajcid CaMbIM BBICOKMM Yy TMAalMEHTOB C aronudyeckuM gepmarutom. CTLA4
SABISCTCS.  BaXHBIM  HETAaTUBHBIM  PETYJIATOPOM  aKTUBalUM  T-KJIETOK U
HETMOCPEJACTBEHHOM MuIeHbto st miR-155. M30kiTounas skcnpeccuss miR-155 B
KJIIETKaX NpUBOAUT K CHIbKeHUIO ypoBHS CTLA4 u compoBOXAaeTcs MOBBIIEHUEM
nponudepatuBHoi peaknuu. OHU npunid K BeiBoay, yTo MUPHK B 3HauntensHOM
M30BbITKE SKCIPECCUPYETCs] y MAlMeHTOB C AaTONMMYECKUM JEPMATUTOM U MOXET
CIIOCOOCTBOBaTh ~ XPOHMYECKOMY  BOCIHAJIEHUIO KOXHM 332 CYET  YBEIUYCHUS
nponudepatuBHoro otBeta T kietok yepe3 mopabienne CTLA4 [122]. Xots mo
npyruM naHHbeiM ypoBeHb CTLA4 Beime npu AL [79]. Mosekyiibl TUTOTOKCHYECKOTO
T-nmumdornurapuoro antureHa-4 (CTLA4; CDI152) Haxomarcss Ha TOBEPXHOCTH
AKTUBUPOBAHHBIX T-KIETOK, MMEIOT IOCIEA0BATENBHOCT, romosiornynyro CD28 u
JNEUCTBYIOT KaK HEraTUBHBIN PEryyisTop akTUBaluM T-KJI€TOK. B omblTax Ha MbIIax
Bo3zaelcTBue Ha MoJieKyldbl CTLA4 Ha MOBEPXHOCTH KJIETKHM MPUBOJUT K CHUKEHUIO
nponudepanuu T-KIETOK U cONMpoBOXAaeTcs yBenuyeHueM uHtTepierikuHa (IL-2) u
anonto3oM. Buyrpuknerounas sxkcrpeccus CTLA4 Obuia 3HaYNTENHHO MOBBIIICHHONW B
nepudepuueckoit kpoBu CD3 + T-knetok (36,8 %), CD4 + T-kierok (21,7 %) u CD8 +
T-xnetox (18,7 %) mnamueHTOB ¢ AaTONMUYECKUM JAEPMATHUTOM, IO CpPAaBHEHUIO C
HOpMaibHBIM KoHTposieM (18,3 %, 9,7 % u 9,8 % coorBercTBeHHO). Kpome Toro,
ypoBeHb CTLA4 B CD3-nonoxuTenabHbIX T-KjIeTKax OB 3HAYUTEIBHO BBIIIE Y
MAlMEHTOB C TSKENBIM ATOMUYECKUM JEPMATHUTOM IO CpaBHEHHUIO ¢ OoJiee JIerKOon
dbopmoii. Cpennuit mpouent T-kierok, skcnpeccupytommux CTLA4 y manueHToB c
aATOMMYECKUM JIEPMATUTOM, OBLI BBIIIE, YEM B KOHTPOJIBHOU TpyIine. DTH HAOII0ACHUS
Jal0T BO3MOXKHOCTb MPEANOJI0KUTh, YTO AKTUBHOCTb 3a00JI€BaHUS KOPPEIUPYET C
ypoBHem CTLA4 [79].

[Momumopdusm 15231775 rena CTLA4 acconuupoBaH ¢ aTOMUYECKUM
JEPMAaTUTOM TOJBKO Y OKEHIIWH, Y MYXXYMH accouuanus He oOHapyXeHa.

HocurenbcTBO reHotumna AA noBeIIaeT puck pa3BuTus A/l TOIBKO y KEHIIUH.
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Honumopghusm rs16944 cena ILIB
[Ipu olleHKE MOJTYYEHHBIX PE3YyJbTATOB YacCTOThl T€HOTUIIOB MOJIUMOpduU3Ma —
511C/T (rs16944) rena IL1B B KOHTpOJbHOH TIpynine COOTBETCTBYIOT PABHOBECHIO
Xapau — BaitnOepra (X2=O,77). IIpu cpaBHenuu rtpynmbel ¢ A/l ¢ KOHTponeM Mo
yacToTaM TreHOTHNoB mnojdumMopdusma rs16944 rena IL1B mnonydeno aoctoBepHOe

paznuuue, p = 0,013 (Tabnuia 10).

Tabnuua 10 —Yacrorsl renotunoB u amiened rs16944 renma IL1B B KOHTpOJIBHOM

I'pyliic u B Irpynne ¢ arTolnmu4CcCKuM ICpMaTuTOM

Cenomi KontponsHas rpynmna ALl
n % n %
CC 85 42,5 70 35,0
CT 95 47,5 121 60,5
TT 20 10,0 9 4,5
JIoCTOBEPHOCTH pa3InyMid, p 0,013
Annenn % %
C 66,2 65,2
T 33,8 34,8
JIByctopoHHuit Tect @uiiepa 0,823
n % n %
Hocwurenu renotuna TT 20 10,0 9 4.5
Hocurenu renotunos CC+CT 180 90,0 191 95,5
JIBycTop. Tect Puiiepa 0,05
OTHoOlIIEHHE [IAHCOB 0,42
95 % 1AM Ol 0,19-0,96
n % n %
Hocurenu renotuna CT 95 47,5 121 60,5
Hocurenu renotunos CC+TT 105 52,5 79 39,5
JIBycTtoponHuii Tect @uiepa 0,012
OTHoOlIIEHHE [IAHCOB 1,69
95 % 1AM Ol 1,14-2,52
[Tpumeuanus: OLL — oTHOIEeHNe maHcoB, /I — noBepuTENnbHbIN UHTEPBAIL.
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ITo wacrotam ajuienel pa3iauuug MEXAy TpylmnamMud OTCYTCTBYyIoT, p = 0,823,
I'enotun TT B rpynne ¢ AJl BcTpeuaetcst pexe, 4eM B rpymiie 3J0pOBbIX — OTHOIIICHUE
mancoB 0,42 (95 % AU 0,19-0,96; p = 0,05). dakTtopsl, ypOBeHh KOTOPBIX BBIIIC B
IpyIIe 3J0pPOBBIX IO CPaBHEHUIO C TPYNNol OOJNBHBIX, IPUHATO Ha3bIBATh
MPOTEKTUBHBIMU WM 3alUTHBIMU. ['eTepo3uroTHsiii reHotun CT daiie BCcTpedaeTcs B
rpymnie ¢ AJl, mo cpaBaenuto ¢ kourposiem (O 1,69; 95 % AU 1,14-2,52; p = 0,012).

[Ipu pazpenenuun rpynmsl ¢ AJl mo moily oka3aqoch, 4TO Y MYXKUuWH ¢ A]J]
OTCYTCTBYIOT 3HAUMMBIEC PA3IUyusl PU CPAaBHEHUU C TPYNIION KOHTPOJISI, TOTA KaK MPpU
CpaBHEHMHM YacTOT TE€HOTHUIIOB B Tpymme >KeHIUH ¢ AJl ¢ yactroramu B rpymrme
KOHTPOJISI TOJIYYEHBI BBICOKO J0cTOBepHbIe paziuuus (p = 0,002).

OTHoIIEHUE IIAHCOB Y KEeHIINH HocuTenbHUI] reHoTuna CT monacTte B rpynmny ¢
AJl B 2,4 pa3a BblIllle, YeM Y HOCUTEIBHUI] IBYX Apyrux reHorumnos (95 % AU 1,5-3,9;
p=0,001). I'enotunet CC u TT, HaobopoT, yalle BCTpEHAlOTCS B IPYIIE KOHTPOJIS,
gyeMm B rpymme ¢ AJl (tabmuma 11). OtHomenue mancoB s renotuna CC momnacts B
rpynmy ¢ AJl cocrasnser 0,5 (95 % AU 0,3-0,8; p = 0,008).

MoOXHO KOHCTaTHUPOBaTh, YTO IIOJIYUYECHHBIC JaHHBIE BO MHOTOM COBHAIH C
pe3yibTaTaMi HWCCIEOBAHUS BBITIOJTHEHHOTO B MakenoHuu, riae ObUIM TOJIYYCHBI
CXOJIHbIE YacCTOThl TEHOTUIIOB B HCCIEAYyEMBIX TPYyMNIax U COMOCTABUMBIC OILICHKHU
pucka, cBszanHble ¢ HuUMH. Tak OI gns renmoruna CT 2,4 (95 % AU 1,4-4,1;
p =0,001); OL nnsa renotuna CC 0,5 (95 % AU 0,3-0,9; p=0,011) [123].

Tabnuua 11 —Yacrorsl reHotunoB rs16944 rena IL1B y XKeHIIMH B KOHTPOJBHOM

I'pyliic u B Irpylne ¢ aTolmu4YCcCKuM ACpMaTUTOM

KonTposbHas rpymnmna ALl
I'enoTursl
n % n %
CC 59 42,1 37 26,4
CT 66 47,1 95 67,9
TT 15 10,7 8 5,7
JlocTOBEpHOCTH pa3nuyuii, p 0,002
Annenn % %
C 65,7 60,4
T 343 39,6
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IIpooonscenue mabauyol 11

JIBycTtoponHuii Tect @uiepa 0,220

n % n %
Hocurenu renotuna C/T 66 47,1 95 67,9
Hocurenu renotunos CC+TT 74 52,9 45 32,1
JIBycToponHuii Tect @uiepa 0,001
OTHOLIIEHHE [IAHCOB 2.4
95 % 1AM Ol 1,5-3,9

n % n %
Hocurenu renotumna C/C 59 42,1 37 26,4
Hocurenu renotunos CT+TT 81 57,9 103 73,6
JIBycToponHuii Tect @uiepa 0,008
OTHoOlLIIEHHE [IAHCOB 0,5
95 % 1AM Ol 0,3-0,8

[Tpumeuanus: OLL — oTHOmIEeHNe maHcoB, /I — noBepuTenbHbIN HHTEPBAIL

IToka HemocTaTOuHO XOpolio mnpenacrapigerca poiab ILIB B pazsutun All, BCe
€ro B3aMMOJECHUCTBUS, TMOJIOKUTENbHBIE W OTpULATEIbHBIE O0OpaTHbIE CBsi3U. B
JOCTYITHOM JHUTepaType HeT OOOCHOBAaHHOW JOTMYHOW THUIMOTE3bl O MEXaHU3Max
BnusiHus nonuMopdusma rena IL1B na dopmupoBanne ¢denotuna AJl. Tonapko B
HenaBHeM ucciegoBanuu (2013 r.), BBIMOJHEHHOM B SIMOHMM Ha  KYJIbType
KEpAaTUHOIIMTOB M3 YEJIOBEYECKUX BOJOCSIHBIX (DOJUIMKYIIOB, OBLIO MOKa3aHO, YTO
BO3/IelicTBHE HHTEep(dEepOHa TaMMa HHAYLIUPYET MOBbIIeHHYI0 3kcnpeccuto 1L32, IL1B,
IL8 u CXCLI1 B kneTrkax JOHOPOB AaTONMUYECKUM JE€PMATUTOM, IO CPABHEHUIO C
KJIIeTKaMU OT JOoHOpoB Oe3 artomuu [155]. Oxcnpeccuss IL1IB koppenupoBana ¢
skcnpeccuert 1132, ABTOpbI TPEANONIOKUIN, 4TO H30bITouHass skcrpeccus [L32 B
KEpaTUHOIMTaX U3 BOJOCSHBIX (DOJIIMKYJIOB MAIMEHTOB C aTOMUYECKUM JI€pPMATUTOM
NPUBOJIUT K M30BITOYHOM mpoaykuuu npo-IL1B u akTuBanmum ero yepe3 KOMIUIEKC
uH(pIaMMacoMbl, B KOTOphIi BoBieueH Oemok NLRP2 [155]. Hekortopsie
NOD-nogoOHble peuentopsl pacrno3HalOT HE TOJbKO CHUTHAJbl MPOHUKHOBEHUS
MH(DEKIUU B KIETKY, HO M TaK Ha3bIBa€Mble HEMUKPOOHbBIE «CUTHANIBI onacHocTH. [1pu

CBJA3bIBAHHMHM JIMI'aHAA OHHU 06p83y10T 0O0JIbIIIE OUTOINIA3BMCHHBIC KOMIIJIICKCHI
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(uaramMmacombl),  KOTOpble  OOECIEYUBAIOT  MPOTEOJUTUUYECKYIO  AKTHUBALIUIO
MIPOBOCIAJIUTENBHBIX UTOKUHOB — HUHTepieiikuHa 1 O6eta u uuTepnerikuna 18. Emé
ecTh JaHHble 00 ywyactuu IL1B B peanuzainuu amiepruyeckoil peakiuu Ha HUKEIb y
MIPEAPACTIONIOKEHHBIX JIAL: akThuBauuMa uoHamu Hukenss NLRP3-ASC-caspase-1
MMMYHHOTO CHUTHAJIBHOTO IYTH B AHTUIE€H-IPE3CHTUPYIOIIMX KIETKAaX MPUBOAUT K
nporeosuTuyeckoMy pacierienuto npo-IL1P u cekpeunn IL1B [118].

[Momumopdusm -511C/T (rs16944) rena IL1B accouumpoBaH ¢ aTONMUYECKUM
nepmatutoM y sxkeHIuH. HocutenbctBo reHotuna CT noBeimaer puck pa3sutus Al y
xeHIMH, a reHotunn CC HampoTUB SIBISETCS MPOTEKTUBHBIM B oTHomeHuu AJl. Y

MY>KYHMH accoIals He OOHapyKeHa.

Honumopghusm rs1800795 eena IL6

B pesynbTaTe mnNpoBENEHHOTO aHajau3a IMOJIYYEHHBIX pPE3yJIbTaTOB YaCTOTHI
IeHOTUIIOB B KOHTPOJBHOHM TpyIIe COOTBETCTBYIOT paBHOBecHio Xapnau-BaitnOepra
(x> =0,76). Tlpu cpaBHeHHH rpymmbl ¢ AJ[ ¢ KOHTPOIEM IO YAaCTOTAM T'EHOTHIIOB
nommmopdusma rs1800795 rena 1L6 monydeno pocroBeprnoe paznuuue — p = 0,010. Ilo
yacToTaM ajuieeil pa3iuyusi MeXAy TpynnamMu OTCYTCTBYIOT. OTHOIIEHHE IIAHCOB Y
Hocutened reHoruna GG nonacte B rpynny ¢ A/l B 1,8 pa3a Bbllie, 4eM y HOCUTEIEH
nByx npyrux renotunos (95 % AU 1,1-2,9; p = 0,009). I'enotunn GC, Hao60poT, yaiie
BCTpedaeTcss B rpymme koHTpouss, yeM B rpynne c¢ AJl, p=0,007 (tabmuua 12).
@dakTopbl, YPOBEHb KOTOPHIX BBILIE B TPYIIE 3I0POBBIX MO CPAaBHEHUIO C TPYHION

6OJIBHBIX, MMPUHATO HA3bIBATH IPOTCKTUBHBIMHA WUJIN 3allIUTHBIMU.

Tabmuma 12 — YactoTel reHOTUTIOB W ajuienei noaumopdusma rs1800795 rena 1L6 B

KOHTpOJIBHOﬁ I'pynic 1 B Irpyirie ¢ aTolu4YCcCKUuM ICpMaATUTOM

KonTposbHas rpymnmna Al
I'enoTursl
n % n %
CC 37 18,5 39 19,5
GC 105 52,5 77 38,5
GG 58 29,0 84 42,0
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IIpooonscenue mabauyor 12

JIOCTOBEPHOCTD pa3nuyuil, p 0,010
Annenu % %
C 44,8 38,8
G 55,2 61,2
JIByctopoHHuit Tect Ouiiepa 0,099
n % n %
Hocurenu renoruna GG 58 29.0 84 42.0
Hocurenu renotunos GC+CC 142 71,0 116 58.0
JIByctopoHHuit Tect @uiiepa 0,009
OTHoOlLIIEHHE [IAHCOB 1,8
95 % 1AM Ol 1,2-2,7
n % n %
Hocurenu renotuna GC 105 52,5 77 38.5
Hocurenu renotunos CC+GG 95 47.5 123 61.5
JIBycTtoponHuii Tect @uiiepa 0.007
OTHoOlLIIEHHE [IAHCOB 0,6
95 % 1AM Ol 0,4-0,8
[Tpumeuanus: Ol — oTHOmIeHHE maHcoB, I — noBepuTeNbHBIN HHTEPBAT

OtHomenue maHcoB y Hocuteneid reHortuna GC mnomacte B rpymmy ¢ A/l
cocraBiusier (0,6, 1O CpaBHEHHWIO C HOCUTENSIMH JBYX JPYTMX T'€HOTHUIIOB
(95 % AU 0,4-0,8). Ilpu pa3aenenuu rpynnsl ¢ A/l mo moay okaszanoch, 4TO Y MY>KUYHUH
¢ AJl OTCYTCTBYIOT 3HAUUMbIE Pa3IUuUsi PU CPABHEHUU C TPYIION KOHTPOJIA, TOrAa
KaK [PU CPAaBHEHUH YAaCTOT '€HOTHUIIOB B Tpynie *eHuuH ¢ AJl ¢ yacTtoTamu B rpymime

KOHTpOJIs paznudus coxpansitores (p = 0,040) (pucynok 36).
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%o

CcC GC GG

O KonTpoar B AJ]

Pucynok 36 — HYacrotel renotumnos rs1800795 rena IL6 y sxeHIIMH

OTHollIEHKE IAHCOB Y XKEHIIUH HOCUTENbHUI] TeHoTuna GG nomnacts B rpyIiny ¢
AJl B 1,8 pa3a Bblllle, YeM Y HOCUTENBHULL ABYX JIpyrux renotunos (95 % AN 1,1-3,2;
p=0,043). Xors B paboTe, MOCBAMEHHOW uccaeaoBanuio cBsa3u 3toro OHII ¢
MHCYJIMH3aBUCHUMBIM CaXapHbIM nuadeTroMm, oOHapyxxkuiu acconuanuio renorumna CC c
3a0oneBaHUEM Yy KEHIIMH: y HocutenbHMl] reHotuna CC KIMHUYECKHE MPU3HAKU
MOSABJISUIUCH paHbiie [S3].

[lepBbie nBe paboThl 0 M3ydeHuto accouranuu Al ¢ rs1800795 rena IL6 Obuin
BbINIOJIHEHBI B ['epmanuu u omyOaukoBansl B 2003 roay. Reich K. u coaBropsl He
oOHapy»xunu accounanuu ¢ AJl [82]. Westphal G. u coaBTOpbBI IPOBEPSIIA ACCOLUAUIO
C KOHTAKTHBIM aJUIEPTUUECKUM JIEPMATUTOM U TOXe He oOHapyxwiu eé [81]. Ognako y
HUX TOJYYWJIUCh OTIUYHBIE OT PE3yJbTAaTOB HACTOSIIETO UCCIEIOBAHUS M0 YaCTOTaM
T€HOTHUIIOB ATOT0 MOJUMOp(U3Ma MPU pa3AeICHUH TPYIII Ha JUI] C 3K3eMON B aHAMHE3€
u 0e3 He€ — C CYIIECTBEHHBIM IMOBBIIIEHUEM YacTOThl HOcUTenbcTBa reHotuna CC

(47,4 %) m cHmxeHueM yacToTbl HocutenbcTBa reHotuna GC (29,8 %) B rpymme ¢
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AK3eMOM 1Mo cpaBHEeHUIO ¢ juiamu 0e3 sk3eMbl (30,3 % u 50,3 % cooTBeTcTBEeHHO). B
Makenonuu He oOHapyxwiu accomuanuu 3toro OHIT ¢ Al [123]. A B Uexuwm
OOHApPYX WU JOCTOBEPHBIC Pa3IMYMs YACTOT T€HOTHIIOB MEXYy KOHTposieM U AJl, HO
T€HOTHUIIOM «PUCKa» Y HUX OKazayics reHoTun GG, mpu CXOAHBIX OIEHKax pucka [45],
TAaKXe€ KakK ¥ B UCCJIEJOBAHUM UPAHCKUX aBTOPOB [54].

Ponb reHOoB IMMYHHOTO OTBETa B Pa3BUTHUM MATOJIOTMYECKUX MPOIIECCOB, BCE UX
B3aUMOJICHCTBUS, TOJOXKUTEIbHBIE U OTPUIIATEIbHBIE OOpaTHBIC CBS3U JO KOHIIA HE
W3YUYECHBI.

[Honmumopdusm rs1800795 rena IL6 acconuupoBaH ¢ aTOMUYECKUM JE€PMATHUTOM.

HocurensctBo renotuna GG noBeIIAET pUCK pa3BUTUSA A/l y )KEHIIIUH.

Honumopgusm VNTR eena ILIRN

YacTOoTbl TE€HOTUIIOB B KOHTPOJIBHOW TpyNIi€ COOTBETCTBYIOT PaBHOBECHIO
Xapau — BaitnOepra (y2 = 2,17). Ilpu cpaBHenuu rpynnsl ¢ A/l ¢ KOHTpojeM 1o
yactoraM reHotunoB u amwieneil VNTR nomumopdusma rena IL1IRN nocroBepHbIxX

paznuuuii He nmojaydeHo (tadnuna 13).

Tabnuua 13 —Yacrtorel renotunoB u ameneit VNTR nonumopdusma rena IL1IRN B

KOHTpOJIBHOﬁ I'pyniec 1 B Irpyine ¢ arTolnmn4YcCKuM ICpMaTUTOM

Cenomi KontponsHas rpynmna ALl
n % n %
410/410 106 53 91 45,5
410/240 70 35 73 36,5
410/325 3 1,5 6 3,0
240/240 21 10,5 30 15,0
JIOCTOBEPHOCTD pa3nuyuil, p 0,285
Aunnenn % %
410 71,2 65,2
325 0,8 1,6
240 28,0 33,2
JIByctopoHHuit Tect @uiiepa 0,106
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B 1Byx wuccienoBaHMSX, BBINOJHEHHBIX B ['epmanun, He OOHAapYXUIU
accormaniun  VNTR momumopdusma rena ILIRN ¢ AJ[ [82, 81]. XoTs mokaszaHa
accolMalys 3TOro noJuMopdusma ¢ aronuyeckoil OpoHxuanbHOM actmoit B Typruu
[58]. B Upane nanuiu acconuaiuio apyroro noaumopdusma (Pst-I1 1970) B aToMm rene ¢
Al [60]. A B ®unnsaauu obHapyxkuau accouuanuio VNTR momumopduszma reHa
ILIRN c aTonueit [43].

[Iponykr rena IL1RN unruOupyer OM0OI0rn4ecKyro akTUBHOCTh UHTEpIeHKHa |
B T-xieTkax ¥ DOHIOTEIHAILHBIX KJIETKaxX In Vitro, a 1In VIVO IIOJAaBJISICT
IL1-unaynupoBaHHyIO MPOAYKIMIO KOpTUKOcTepoHa. Dewberry u coaBtopsl (2003 1.)
Hanui B3auMOCBA3b Mexay ILIRN*2 ammenem u pemivKaTUBHON CHOCOOHOCTHIO
SHAOTEINANBHBIX KJIETOK. OHU OOHAPYKHMIJIM 3HAUUTEIBbHOE CHIKEHHUE PETIMKATUBHON
CIIOCOOHOCTH AHIOTEIHATBHBIX KJIeTOK y Hocutened IL1RN*2 amnens, nmapamienbHo ¢
YBEJIMUEHUEM YHCJIa CEHECUEHTHBIX OHJIIOTEIHANBHBIX KJIETOK, XOTs Oa3albHbIN
amonTo3, aKTUBHOCTh TEJIOMEPA3bl W MJIMHA TEJIOMEpP HE OTIIMYAINCHh y HOCUTENEH
pa3ubix reHotunoB VNTR nomumopdusma rena IL1IRN [85]. Torma kak, coriacHo
nanaeiM K. Wu u coaBtopoB (2000 r.), aKkTUBHOCTH TeJOMEpa3bl MOBBIIIEHA, a
TeIOMEPBl Kopoye B T-KII€TKax U3 KPOBH NALMEHTOB C ATONMHYECKUM JEPMATUTOM H
nicopuasom [147].

Accommanimn VNTR nonmumopdusma rena ILIRN ¢ aronuueckuMm aepMaTuToM

HC BBIABJICHO.

Honumopghusm rs763780 cena IL17F

YacToTbl TE€HOTUIIOB B KOHTPOJIBHOW TpyNI€ COOTBETCTBYIOT PaBHOBECHIO
Xapau-Baitn6epra (y2 = 0,62). Ilpu cpaBHenuu rpymnmnsl ¢ A/l ¢ KOHTpojieM 1O
4acTOTaM T€HOTHNOB U ajuienei nmoaumopduszma rs763780 rena IL17F mocToBepHBIX

paznuuuii He mojaydeHo (tadnuna 14).
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Tabnuua 14 —YacToThl reHOTUIIOB U amienelt nonumopdusma rs763780 rena IL17F B

KOHTpOJIBHOﬁ I'pyniec 1 B Irpyine ¢ arTolnmnu4cCKuM ICpMaTuTOM

P Kontponshas rpynmna ALl
n % n %
GG 2 1,0 7 4
AG 27 13,5 33 16
AA 171 85,5 160 80
JlocTOBEpHOCTH pa3nuyuii, p 0,154
Annenn % %
G 7,75 11,75
A 92,25 88,25
JIByctopoHHuit Tect @uiiepa 0,073

benox IL17F BoBieY€H B MAaTOreHe3 JUCKOMIHOM M CUCTEMHOM KpacHOM
BOJIYAHKH, KOHIIEHTpALUA 3TOTr0 Oelika B CHIBOPOTKE KPOBU OOJBHBIX ObLIa 3HAYUMO
BbIIE, yeM B KOHTpoJie [107]. Kpome Toro, Myrauuu B 3TOM T'€HE SIBISIOTCS PUYNHON
ayTOCOMHO-JOMUHAHTHOTO CEMENHOr0 KaHAu[03a, IMPOTEKAIOUIET0 C IMOPaKEHUEM
Ko U cau3ucThiX (OMIM 613956) [109]. Ho Bnusnaue noaumopdusma 3TOro reHa Ha
pa3BUTHE KOXKHBIX MHPEKIHHI C OCIOKHEHUSIMH BBISIBUTH HE yaanoch [132]. A ydactue
B narorenese ncopuasa [L17F nanpotus nokaszano [110]. Bosee Toro co3nan npenapar
Oponaiymad (MOHOKJIOHAJIbHBIE aHTUTENA K MHTEPJIEHKUHY-17), KOTOPBIA JTOCTOBEPHO
CHMKAeT BBIPAKEHHOCTh CUMIITOMOB Iicopuasa, skcrpeccust IL17A, IL17C u IL17F B
MOpaxEHHOM KOXKe HopManuzyeres [92].

Pone mponykra rena IL17F B xU3HENEATEIBHOCTH KIETOK KOXH MU MMMYHHOU
CUCTEMBl B HOPME€ M NPU PA3BUTHUM NATOJIOTMYECKUX INPOLECCOB €HI€ NAJEKO He
n3yueHa. B Hacrosiiem ucciegoBaHuu accoruanuu mnoiuMmopdusma rs763780 rena
IL17F c aTonu4ecKkuM AepMaTUTOM HE BbISIBIEHO. OTHAKO 3TO HE 03HAYAET, YTO MOKHO
UCKIIFOYUTh 3TOT I'€H M3 YHWCIa BO3MOXKHBIX KaHIHMIATOB HA Yy4YacTUE B Pa3BUTUHU

IMaTOJOTHUYCCKOI'O IIpoHecCa IIpu aTOIMMYICCKOM ICPMATUTC.
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3AKJIIOYEHHUE

Kak ¢enorun AJl siBaseTcs ¢ MO3UIUU STUOJIOTHUH T€TEPOre€HHBIM COCTOSHUEM.
[loaToMy B 4YacTu cly4aeB CTaHJApPTHbIE MOAXOJbI K JICYEHHIO OKa3bIBAIOTCS
Hed((PEKTUBHBIMHU, TIOCKOJIBKY HE YCTpaHEHa NpUYMHA pa3BUTHS 3a00JIeBaHUS U
OTCYTCTBYET BO3/CHCTBUE Ha KIIOUEBHIE 3BE€HbS MATOJIOTUUYECKOI0 MpoIiecca.

CTpykTypa MNaToOJOTMM YEJIOBEKAa, C TOYKU 3pPEHUs MEIMIIMHCKON T'€HETHKH,
COCTOMT M3 HECKOJBKMX OCHOBHBIX Tpynn 3a0oieBaHuil: MyJIbTHU(AKTOpUATbHBIE
O0O0JIe3HU, MOHOTEHHble  OO0Je3HH, XPOMOCOMHbIE ©OOJ€3HH U  OONe3HH ¢
HETPAJUIIMOHHBIM TUIIOM HacienoBaHus. Cuuraercs, uro okoyio 90 % 3abosieBaHUM
OTHOCHUTCSl K KaTETOpUH MYJIbTH(paKTOpHaIbHbIX. ElI€ Ha 3ape pa3BUTUS MEAUIIMHCKON
TeHeTHKHU MPEeJIoiaraii, YTo M0 Mepe HAKOIUICHUS (YyHIAMEHTAIbHBIX 3HAHUU J10JIS
MyJIbTU(DAKTOPHANIBHBIX 3a00J€BaHUN B CTPYKType MAaTOJOTMM 4YeloBeKka Oyaer
yYMEHbBIIAThCS 3a CYET Mepexojla YacTH CiIy4aeB B APYrHe KaTeropuu, B MEPBYIO
ouepejib, B KATErOprI0 MOHOTE€HHBIX 3a0oisieBaHuil. 1o u npousouuio ¢ AJl. CormacHo
MOCJIETHUM 3aaJIHOEBPONEHCKUM JTaHHBIM, 0K0JIO 50 % 60sbHBIX A/l KMEIOT MyTalUIO
c o0pa3oBaHHEM CTOI-KOJOHA B TeHe QuuarrpuHa [75], To ecTh (HaKTUUYECKH y HUX
MoHoreHHas ¢popma AJl. B SInonun sta ouenka menbie (25-35 %). B Poccuun noka He
MPOBOJWIOCH TMOJHOTO cekBeHupoBaHus TeHa FLG, HO, corjiacHoO mMOCIeAHUM
uccien0BaHusIM, yactota mytaiuil B rene FLG y 6onpHbIX AJl cocTaBisier He MeHee
15-20% [27; 89]. @unarrpuH sBISETCS KIIOUYEBBIM OEJIKOM, Y4YacCTBYIOIIMM B
muddepeHIupoBKe KIETOK AMUAEPMHUCA U OCYLIECTBICHUU €ro OapbepHON (QyHKIUU.
On oOpa3zyercss B XO0/J€ OKOHYaTelIbHOU AUPGHEPEHIUPOBKU 3EPHUCTBIX KIETOK
AIUAEPMHCA, KOTJa MPOPWIATTPUH KEPaTOTUAIMHOBBIX TPAaHYJ MPOTEOTUTHUYECKU
paspesaercs Ha MOJEKYJbl (puiIarrpuHa, KOTopble ObICTPO arperupyror ¢ KepaTUHOBBIM
LUTOCKEJIETOM, YTO MPUBOJUT K KOJUIANCY 3€PHUCTHIX KJIETOK B MJIOCKUE O€3bsiIepHbIE
yemyiku. OOpa3oBaBIIMICS POrOBOM CIOM sBIsieTCS GapbepoM, MpeaoTBpaIlatolIiM
HE TOJILKO MOTEPIO BOJIbI, HO U MOMNa aHKe aJlJIEPreHOB U MH(PEKIIMOHHBIX areHTOB.

TakTuka BegeHHs OOJIBHBIX C ATOMMYECKUM JEPMATHUTOM C MYyTallUsIMU B T'eHE

FLG u 6e3 myraumii ormnuuaerca. Ilpu nanuuumm mytamuit B reHe FLG OCHOBHBIM
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KOMIIOHEHTOM CXEMBbI JIEYEHUSI CTAHOBSTCS SMOJIEHTBI, BOCCTAHABIMBAIOLINE KOXKHBIN
Oapbep, a TJIIOKOKOPTHUKOWABI W HWHTHOUTOPHl KaJlbLIMHEBPUHA MPUMEHSIOTCS
UCKIIFOUUTENBHO Ui CHATHUS OCTPOTHI MpoLEecca, MaKCUMalbHO KOPOTKMMHU KYpCaMH.
['eHoTUTIMpOBaHUE B CEMbSIX OOJBHBIX C MYTAalUUAMH MOXKET OBITh MCIIOJIB30BAHO IS
BBISIBIICHUSl  JI€TEU-HOCUTENEH  MyTallui, MPEIpacloNOKEHHBIX K  Pa3BUTHIO
aTOMMYECKOr0  JIepMAaTHTAa M NOPOBEACHUS  LIEJICHANPAaBICHHOM  NEPBUYHOU
Npo(UIAKTUKY, UCKITIOYAsi BCE TPUTTEPHBIE (DAKTOPBI, HAIPUMED, MEPXOTh KOIIAYbUX U
T.J. OTO OCOOCHHO Ba)XXHO B CEMbSIX C ATONMUYECKUM JEPMATUTOM, MOCKOJIBbKY JETH
poxxnarorca 0e3 BUAMMBIX KIMHUYECKUX TNposBieHuid. OO0beAMHEHUE JTaHHBIX
IFeHOTUIIMPOBAaHUSI C CEMEHHBIM aHAMHE30M TIO3BOJIUT  MPEIOKUTh  Oojee
sbdexTuBHbIe TyTH HHIUBHAYyalbHOW mnpodunaktuku [97]. Koppemsius Oblia
obnapyxena mexay SCORAD wu cnenuduyeckum IgE x momamuei neiu (r = 0,66;
p < 0,05), xnemeBomy amuepreny (r=0,53; p <0,05) u xomauneit nepxotu (r = 0,64;
p < 0,05) y nattuentoB ¢ A/l ¢ myrarnusmu B rede FLG, HO Takoil KOppensiuu He ObLIo
y nanueHToB ¢ AJ] 6e3 myranuii [71]. Ha a1Byx 607bpIIMX HE3aBUCUMBIX KOTOPTaX JAETeH
MOKa3aHa CUJIbHAsl B3aMMOCBS3b MEXAy HocuTenbcTBOM MyTanuid (RS01X u 2282del4)
B reHe FLG M KOHTAaKTOM C KOLIAyb€l MEPXOThI0 B MEPBBIM T'OJ KU3HU C PAHHUM
pazButueM A/l [95]. ABTOpBI CUMTAIOT, YTO KOIIAYbs IEPXOTh CYIIECTBEHHO MMOBBIIIAET
puck pa3Butusa A/l B nepBblii TOJ )KU3HU y HOcUTeneld Myrauuii B rene FLG, noatomy
HE PEKOMEHAYETCS COJAEp)KaHUE KOIIKU B JIOME, TIJie IMPOKUBAET TaKOW pPEOEHOK.
Mytanmu B reHe FLG — caMblii CHJIBHBII M CaMblid XOpPOILIO TOATBEPKICHHBIN
reHeTruueckuil Qakrop pucka paszputus AJ[. OHHM y4YacTBYIOT B MEPBBIX 3Tamax
pa3BUTHH 3TOro 3a00JIEBaHUSI U CIOCOOCTBYIOT €ro XpoHuzauuu. X maeHTudukamus
CO3Ja€T MOTEHUHMAJ LEJIEHANPABICHHOIO BMEIIATEIBCTBA W JIEUEHUS U MOXKET B
KOHEYHOM HTOI'€ MPHUBECTH K CO3/JaHMIO HOBOHM MouieKyisipHOM kiaccubukammu AJl.
B3aumoneiicTBue cpeoBbIX U T€HETHUECKUX (DaKTOpOB ¢ Hyihb-amiensiMu reHa FLG,
KOTOPOE NMPUBOJUT K pa3BUTHIO AJl, mpoaoKaeT n3ydarbesl.

Yacrora mytanuu 2282del4 B rpynme GonbHbix AJl Bbille, YeM B MOMYJISLUU
r. HoBocubupcka (12,8 % u 3,8 % coorBerctBeHHO; p = 0,001). OTHOIICHHE IIaHCOB

(OII) oOHapyXUTh HOCUTENS JEJICIIMOHHOTO ajiens B rpymnme 6onbHBIX AJl B 3,7 paza
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BhIllle, 4yeM B KoHTpode (95 % AU 2,1-6,3). JlocTOBEepHBIX pa3iu4Mii B YacTOTE
myTaruu R501X mexnay rpynnoit ¢ AJl u koHTposemM oOHapykeHo He Obu1o (2,3 % u
1,1 % cootBercTBeHHO) [27]. B npyrom mccieqoBaHuu MOATBEPIWINA BKJIAJ MyTallMU
2282del4 B paszsutue AJl B HoBocuOupcke [89], a Takke ¢akT HHU3KOM YacCTOTHI
myTtanuu R501X, no cpaBuenuto ¢ 3anagnoi EBponoii. Kpome Toro, mokazanu HU3KYIO
yactoty Mytaumii R2447X u S3247X kak B nomynsuuu, Tak 1 npu AJl [89].

Ha pycckoii monymisiiuu cepbE3HbIX MaCIITaA0OHBIX UCCIICA0BAaHUN MYTallUil B T€HE
FLG noka Her. Ho ecinu cymmapHasi A0Jisi HOCUTENEH Hylb-MyTanuid B reHe FLG y
OOJIbHBIX aTomUYecKUM aepmatutoM B Poccum nocturner ngaxe 30 %, He cienyer
nymaTh, uto ocrtaBiuecs 70 % OTHOCATCS K MYyJIbTU()AKTOPUATBLHBIM COCTOSTHUSIM.
ATONUYECKUH AEPMATUT MOXKET COUETATHCS HE TOJIBKO C BYJIbIapPHBIM UXTHO30M, HO U C
X-CIETUICHHBIM HUXTHO30M [99] U 1enbIM pIoM UXTHO3U(POPMHBIX U3MEHEHUU KOXH
[26], B wacTHOcTH c cuHapomoMm Herteprona [93], a Takke € SKTOAECPMAIBHBIMU
nuciasusmu [135].

[Touckm r1eHOB U HX MNOAUMOPHU3MOB, accolUMUpoBaHHBIX ¢ AJl Kak
MyJIbTU(AKTOPHAILHBIM 3a00J€BaHUEM, [0 CUX MOp MpojoipKaloTcs. B Hacrosmiee
Bpemss B 0Oaze HuGE Navigator 3apeructpupoBano 224 reHa, NpPOBEPEHHBIX Ha
accormanuio ¢ AJl [105]. I'enbl, mo KOTOpbIM UMeeTcst He MeHee 3-x myonukanuii: FLG,
IL10, IL4, IL13, TNF, IL4R, SPINKS, IL6, GSTM1, GSTP1, IL1B, TLR2, ILIS,
FCER1A, DEFBI1, CD14, GSTTI, IL5, IL12B, TLR4, STAT6. Emé 36 reHoB, mo
KOTOPBIM MMeeTcs 2 MmyOJIMKallii, BCe OCTAJIbHBIC MTPOBEPSIINCh Ha acconualuio ¢ AJl
onHOKpaTHO. IIpoBenEeHO HECKOIBKO JECSITKOB ITOJTHOTEHOMHBIX AacCCOIIMATHBHBIX
uccienopanuii (GWAS). Mubopmanyin HaKoOIJIEHO YK€ MHOTO, Kak M MO APYruM
MyJIbTU(AKTOPUATBHEIM OO0JIE3HSIM, HO Tepexojia KOJUYECTBa B KAueCTBO IOKA HE
MPOU30IIUIO, HE CIYYWUJIOCh TOI0 KauyeCTBEHHOIO TIPOphIBA B TOHUMAaHUU HX
ATUOMNATOTEeHE3a, KOTOPBIM Obl MPUBEN K pa3paboOTKe alrOpUTMOB BeACHHUS OOJBHBIX,
COBMENIAIONIMX B  cebe  MpeACcTaBiIEHUs  JOKa3aTeNbHOM  MEOUIMHBI  C
MEePCOHATN3UPOBAHHBIM TOJIXOI0M.

deHOoTUN  aTONMMYECKOro JepMartuTa (WM CXOJHBICE HW3MEHEHUS KOXKHU)

BCcTpeyaeTcss Ha (pOHE MOHOTCHHBIX HACJEICTBEHHBIX 3a00JIeBaHWN OOMEHa BEIIECTB
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(daime y merei paHHero Bo3pacTa). ATONMMYECKUN AepMATUT NPH (PEHUIKETOHYPUU U
TUCTUAMHEMMH omucanu nouTtu nojeeka Hazazn [101; 157]. Emeé B 70-e roapl XX Beka
onucanmu accoumanuio AJl ¢ TEpBUYHBIM KOXHBIM amMuiouao3om [142]. B
MOCJICAYIOIIEM ATa CBA3b OblIa HEOJTHOKPATHO MOATBEpXkKIAeHA [59; 69].

Baxnyro ponb B kinHuke AJl UrparoT nNpoayKThl, BXOJSAIINE B PAIIMOH MMUTAHUS
nanueHTa. OHU MOTYT BBICTYNAaTh HE TOJBKO KaK alUIEpreHHble, HO U Kak
HEAJUIEPreHHbIE TPUTTEPHI Pa3ApaKeHUs U 3y/1a KOKU. B nmepByro ouepenn 3TO Kacaercs
(GpYyKTOB U OBOIIECH, HAIIpUMEP, TAKUX KaK TOMAThl WM IIUTPYCOBBIC. Y ajIEprojioroB
MHOT'O0 pabOT O TOM, UYTO YYBCTBUTEJIBHOCTh K 3THM MPOJAYKTaM HHAWBUIyaidbHA [1].
HekoTopbie mpoIyKThl MOTYT SIBJSITHCS TICEBI0OATUIEPTeHaMH Y KOHKPETHOTO OOJIBLHOTO
W BBI3BIBATh 3yJ M3-3a BXOMSIIMX B HUX (PPYKTOBBIX KHUCJIOT, KapOTHHA W JPYTrUX
MIPUPOJIHBIX BEIIECTB, KOTOPBIC SBIISIOTCS Pa3Ipa)KUTEISIMU, U UX MOKHO OOHAPYKUTh
B Moue. CylecTBYIOT CIPABOYHUKH MO HOPMaMm COAEPKaHUSI Pa3IMYHBIX BEIIECTB B
Mode. OTKIIOHEHHWE OT HOPMBI MOXKET CBHUJCTEIHCTBOBATH KaK O HApPYIICHUU OOMEHA
TOTO WJIM WHOTO BEIECTBa B OpraHu3Me, TaK M O HEIOCTATOYHOCTH (PEpMEHTATUBHOM
(GyHKUMU OpraHu3Ma Jijisi nepepaboTKU 3TOro BEUIECTBA, MOCTYMAIOIIETO ¢ MUILEH. ITO
MOXHO OOHApY>XUTh B MOYE C IMOMOIIbIO KOJUYECTBEHHBIX U IMOJYKOIUYECTBEHHBIX
TECTOB, a Tak)Xe TOHKOCJIOWHOW xpomartorpaduu. B crangapTHBIM apceHan
MEJIMKO-TEHETUYECKOMN CIYKOBI eIIé ¢ KOHIA MPOILIOro BeKa BOILIA KOJIUYECTBEHHBIE,
MOJTYKOJIMYECTBEHHBIE TECThl M  XpoMarorpauyeckue METOAbl HMCCIEAOBaHUS,
UCIIOb3YyeMble IS CKPUHUHTAa U BepU(UKalMK HACJIEICTBEHHBIX OO0JIe3HEH OOMEeHa
BemectB (HBO) (ITpuka3z MunzapaBa PO ot 30.12.1993 Ne 316). Jlnsg ceaeKTUBHOTO
ckpuauara HBO B pyTHHHOM BapwaHTE YCIHENIHO HCIOIB3YIOTCS METOIUYECKUe
MOAXOAbI, pa3pabOTaHHBIE HECKOJbKO JECATWICTUM Ha3ad, KOTOpPHIE IO3BOJISIIOT
BBISIBUTH okoJio 60 xinuHuueckux Gopm HBO [20]. [IpuMeHeHue naHHOTO CKpPUHUHTA
MOYHM TIO3BOJISIET OOHAPYXXHUTh HE TOJNBKO OTKIOHeHuss npu HBO, HO u paznuunbIe
W3MEHEHHUsI, CBsi3aHHbIE C d¢epMeHTonatusaMu, HapymeHueM ¢yakuuu XKT wu
MOYEBBIBOJSIIIIE CHUCTeMBl. MeToJ SBISETCS JOCTYNHBIM W DKOHOMUYHBIM.
OTKIJIOHEHHE OT HOPMBI MOXKET CBUJIETEILCTBOBATh KaK O HAPYIIIEHUH OOMEHA TOTO WU

HHOTO BCIICCTBA B OPraHU3MC, TdK U O HCIOCTATOYHOCTH q)epMeHTaTI/IBHOﬁ q)YHK]_II/II/I
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opraHusMa Juisi nepepaboTKu Kakoro-inu0o BEIIecTBa, HAXOASIIETOCS B OMPEACICHHbBIX
NpOAyKTax TMUTaHusA. B rpynmy A UCCleloBaHUS BKIIOYAIUCh NAIUEHTHl C
JIUArHO30M aTONMUYECKUU epMaTUT, C TOPIUAHBIM T€YEHUEM Ha CTaHJAPTHOW Tepanuu.
Ha nepBoM mnpuéme noapoOHO M3ydascs aHaMHE3 MalMeHTa Ha OCHOBaHUHU ONpoca U
MPEICTaBIICHHON JOKYMEHTAIlUU, €r0 CEeMEWHbI aHaMHE3, OCMOTP M MPOU3BOJUIACH
ouenka Tsokectn AJl ¢ momompio pacuera umuHaekca SCORAD (scoring of atopic
dermatitis — ImKamza aTOMUYECKOTO JAEpMAaTHUTa), pa3pabOTaHHAs TPYNIOW YUYEHBIX
eBporneiickux ctpaH [141]. [locne storo 3abupanach ciaydailHas MOPLMS MOYU IS
npoBesieHus cenekTuBHoro ckpunuHra Ha HBO. Ha moBTopHOM mpuéme mpoBoguics
aHaiM3 TIOJYYEHHOro pe3ynbTraTa. Bce mamueHTsl MOAENWINCh Ha 2 Tpynmnel: 0e3
OTKJIOHEHUH U C BBISIBICHHBIMM OTKJIOHEHMSIMH; B CBOIO OuYepelb, TpyIna cC
OTKJIOHEHUSMHM OblJIa TIOJIeJieHa Ha TIPynnmy ¢ OTKJIOHEHHUSMH, BbI3BaHHBIMU
pa3sIUYHBIMA BO3MOXHBIMH  3a00JIeBaHUSAMHM (3THU TALUUEHThl OTHPABISUIUCH Ha
n000cieoBaHue K ClenHagucTaM Mo npoduio) W rpynmy ¢ (epMeHTONaTUsIMU
(MMEeHHO ATO# Tpymme MNalMeHTOB Ha3Hayalach JHMETa C HUCKIIOYEHHEM MNPOAYKTOB,
colepKallluX Te€ WJIM HHbIE BellecTBa, OOHapyXeHHble B aHanuze Mouu). I[locie
HA3HAYEHUS WHIUBUIYAIbHONW AMETHl OOJbHBIE OCMATPUBAIUCH uepe3 5—7 HeAelb —
MOJY4YEHO 3HAYUTENbHOE J0CTOBepHOE cHmkeHue uHaekca SCORAD. PesynbTarsl
ATOr0 MCCJEIOBAaHUs MOKa3bIBAIOT, YTO XpoMarorpadus MOUYM MOXKET CTaTh XOPOIIUM
JOTIOTHUTENIBHBIM METOJIOM 00CIJIeIOBaHUS MAIMEHTOB C aTOMWYECKUM JEPMATHUTOM B
BO3pacte 110 6 JIeT.

st moHuManust 3Tuonorun A/l ¢ TOpIUIHBIM T€YEHUEM HeNb3si UTHOPUPOBATH
peaKklui0 KOXKU NpH LEINakui. B amuaeMruoaoruyeckoM Mcciel0BaHuU, POBEIEHHOM
B WUtanuu, ObUIO yCTaHOBIEHO, YTO Y OOJBHBIX LIEJIMAKUEH MPUMEPHO B JIBYX TPETAX
CJIy4aeB OTCYTCTBYIOT XapaKTEpHbIE CHUMIITOMBI 3abojeBaHMs. MacCOBbI CKPUHUHT
OB TIPOBEJIEH C MOMOIIbI0 OMOXMMUYECKOT0 aHaJIW3a Ha HAJIMYME aHTUTIHMAJHMHOBBIX
aHTUTENl C TMOCJeNyIoled HSHAOCKONMUYECKOM Ouorncued C  TUCTOJOTHYECKH
MOATBEPKAEHHON aTpodueid BopcuHOK B 12-népctHoi kumike. Haunbonee yvacthiMu
*anobamu ObUTM 0OJIM B )KUBOTE, ATO3HBIN CTOMATUT U aTOMMYECKUil fepmatur [144].

ATonnYecKkuil AepMaTUT BCTpedyaeTcs y OOJIbHBIX IleiMakueil B 3 pasza yaiie, 4yeM y
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3nopoBbix [48]. Cpenu nereit, GonbHbIXx AJl, 4acTo BCTpeyarloTcs U JpYrue BHUIbI
Manbabcopbiu, Tak B JluTBe yacToTra ManbabcopOumu yakTo3bl gocturaer 41 %,
MajibaOCcopOIMu  TIOKO3bI-TAIakTo3bl 12 % [140]. D10 B OOJBIIMHCTBE CBOEM
HacJIe/ICTBEHHbIE ayTOCOMHO-PEIleCCUBHbIE 3a00seBaHusl oOMeHa BemecTB. CTeneHpb ux
MPOSBIICHUIM MOXET YCUIIMBATHCS MPU HAJTU4YMK Y 00JIbHBIX MyTaruil B rene FLG [52].

3a nocneanue 3 roga B ®I'BY PIIKb M3 P® u B 'BY MII'KD /I3 r. MockBbI
oOcnenoBanbl 377 MallMeHTOB, KOTOpbIE TMOCTYMAIM [l UCKIIOYEHUS WU
noaTBepxkAeHUs uenuakud. COrlacHO NOJNy4eHHBbIM JaHHBIM, AJ[ MoxeT ObITh
MapKepoM IIeJIMaKUH, TOITOMY €€ 1[eIecO00pa3HO UCKII0YaTh IPU COBNaJACHUH 1e0r0Ta
AJl c BBeZiIeHUEM B JETCKUN PAIIMOH MPOAYKTOB C INIIOTEHOM.

XpOMOCOMHBIE TEPECTPOMKM HEPENKO COIMPOBOXKIAIOTCA MposiBaeHUussMU AJl.
KoneuHo, nosiHble TpucoMuu Kak 1mo ayrocomam (13, 18, 21 XxpoMocomsl), Tak U 1O
MOJIOBBIM XpOMOCOMaM OOBIYHO HE BBI3BIBAIOT 3aTpyAHEHUI B AuarHoctuke. Hamuuue
cnenupuyeckoro (eHOTUNa CIYXKUT MOKa3aHUEM JIJISl BBIMOJIHEHUS! KapUOJIOTHYECKOTO

aHalini3a, KOTOpBIfI, KaK TIIpaBHJIO, IOATBCPIKIAACT HCXOI[HBIﬁ HpCI[HOJ'IO)KHTCJ'IBHBIfI

nuarHo3. XoTs ciaydaroTcs u Haxonku, nmpu BIIP [124; 148] u ocobeHHO B cityyasx

MBIIP — 49, XXXXY [104]. U3Bectusl cneuuduueckue (HEHOTHUIIBI, CBSI3aHHBIE C
HEOOJIBIIUMU XPOMOCOMHBIMU a0eppalusiMi, IpU KOTOpPbIX 4yacTo BcrpedaeTcss AJl,
Hanpumep curapom DiGeorge [47]. ['opa3no cioxuee 1eno 0OCTOUT ¢ HOCUTEISIMU
MEJIKUX XPOMOCOMHBIX MEPECTPOEK, KOTOPbIE HE UMEIOT CHEIU(UUECKUX MPOSIBICHUN
[156] unu uMmeroT HeOosbIIME pa3Mepbl U TPeOYIOT NMPUMEHEHUS HE CTaHAapTHOIO
KapuoJsiornyeckoro ananmm3a, a FISH merona [44]. YacTh TakMX HaAXOJOK CIIy4aeTcs
CpeAM MALMEHTOB KIWHUK, 3aHUMAIOUIMXCSA AKCTPAKOPIOPATbHBIM OILUIOJOTBOPEHUEM.
VY npyroil yactu €IMHCTBEHHBIM SBHBIM KIMHUYECKUM TPOSBICHUEM XPOMOCOMHOM
NEePECTPONKH MOKET ObITh TOPIUAHO TEKYIIMM aTonnueckuil nepmatut [70]. Onucanbl
u Oornee CIOXHbBIE Cclydyad, KOrjJa aTONWYECKUW JepMaTUT COYETaeTCs C
dbepMeHTONmaTHe W XPOMOCOMHOM mepecTpoiikoit [117] wnm ¢ uaMONaTUYECKUM
TUNEepI03UHOGUIBHBIM CUHAPOMOM M TpUCOMHUEH O 7-H XpOMOCOME B KJIETOYHOM

KJIOHE U3 KpoBH U auMdoysna [106]. B Takux ciayyasx ObIBaeT TPYJHO ONPEIECITUTHCS C
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ATUONATOT€HETUYECKUMHU B3aMMOOTHOUIECHUSMH. Bnonue BEPOSITHO, 4TO
HEJI0OLEHMUBAETCS POJIb XPOMOCOMHON HeCTaOUIBLHOCTH U AedekToB penapanuu JIHK B
stuosiorun AJl. Tak A. Karaman u C. Aliagaoglu (2006 r.) mokasayiu, 4To CECTPUHCKHE
xpomatuaHbie 00MeHbl (SCE) 3HaUMTENbHO MOBBIIIEHBI Y MALIMEHTOB ¢ A/l He3aBUCHMO
OT TI0JIa, BO3pacTa, MPOJOJDKUTEIIBHOCTH U TshKeCTH 3aboneBanus [114]. Pacmupenue
TEXHUYECKUX  BO3MOXKHOCTEH  MOJEKYJISIPHO-OMOJOTUYECKUX  HCCIEAOBaHUN B
HACTOSIILIEE BpPEMS CYLIECTBEHHO OIEPEKAET HMX IPAKTUYECKOE MCIOJIb30BAHUE B
MEIUIMHCKOMN MpakTuke. Tak CTaBUIMH yKe MOYTH PYyTUHHBIM, B TEXHUUYECKOM CMBICIIE,
aHaJIu3 MEJIKUX XPOMOCOMHBIX IIEPECTPOEK Ha CIECHUAIM3UPOBAHHBIX YHIIAX,
CTaJIKHUBAETCS co 3HAYUTEIIbHBIMHU npobiaemamMu c JOKa3aTeNbCTBAMHU
MIPUYMHHO-CIIEICTBEHHBIX CBA3€ld. HacKOJIBKO 3TOT METOA OKaXKeTcs NPUMEHHM B
MOMCKAaX 3TUOJIOTUH B CIy4asix TOpOUAHO Tekyuiero AJl, mokaxer Oyayiiee.

Ecimu paccmarpuBath AJl ¢ TOYKM 3peHUs ITHOJOTHUU, YTO HEOOXOJUMO JJis
JOCTHXKEHUST MaKCUMaJIbHOU 3(P(HEKTUBHOCTH TEpaneBTHUUECKUX BMEIIATEIbCTB, TO
MPUXOAUTCS MPU3HABATH, YTO CYIIECTBYIOUIUE MOJIXOJIbI (aJTOPUTMBI) MOUCKA MPUIUH
€ro pa3BUTHs Yy KaKJOT0 KOHKPETHOI'O Mal[MeHTa HYKJIal0TCsl B PETYJISIPHOI JopaboTKe
¢ Y4€TOoM OBICTPO HAKaILJIMBAIOIIMUXCS 3HAHUHN B 3TOM 00J1aCTH.

[IpoBenénHoe wucciieqoOBaHUE peliaeT MnpodsieMy MOBBIEHUS 3()PEKTUBHOCTH
Tepaud AJl 3a CYET KOPPEKLMH BBIABICHHBIX B PE3yJbTaTe JOMNOIHUTEIBHOTO
KOMIIJIEKCHOTO OO0CJeI0BaHUs TNATOJOTMUECKUX H3MEHEHUM, O0YyClIaBIMBAIOMINX €T0
TOpNUIHOE TeueHue. B pabore mokazaHo, YTO MPAKTUYECKU Y MOJOBUHBI MALIUEHTOB C
TOpNUIHBIM  TeueHueM AJ[ 3To 00yCJOBIEHO pa3NMYHBIMU  3a00JIEBaHUSIMU
(pucyHok 37), KOTOpble HYXHO JHMAarHOCTUPOBATb B  XOJ€ JIOMOJHHUTEIbHBIX
UCCJIEeI0BaHNM, BKIIOYEHHBIX B pa3paboTaHHbI anroput™m (pucyHok 38). Koppekuus
BBISIBJICHHBIX HApYyIIEHUW 3HAYUTENBbHO YyiydmaeT TedyeHue AJ[ Bmiots 10

KIIMHUYCCKOTI'O BbI3AOPOBJIICHHUA NN I[J]HTCJIBHOﬁ PEMHUCCHHN.



182

AMoHoreHHas popma Al B XpoMoCOoMHBIe BONe3Hu

OHeycTaHOBREHHad 3THONOITAA OdepumeHTonaTU/HBEO

EMoHoreHtble SonesHu ¢ npusHakamu AL}

Pucynok 37 — DTuonoruueckasi CTpykTypa B IpyIIe MalMeHTOB ¢ TOPIUTHO

tekymum AJl (n = 470 genoBek)
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TenomepyaTos

AL © TOPITHAHEIM TE9eHHeM

¥

!

1. OcMOTD MalHEHTA

MyaeTHOAKTOpHETEHES

JlegeHHS
OCHOBHOT O
3000 eHA HHH

r

Monoreunas Qopaa AJ]

DMOMSHTR 1N SAMeleHH
v HKIHE KOMEHOTO Daphepa,
MOEHIHOHHO
CTaHIapTHAS TCpamEs 213
CHAETHN 000CTPeHHA

o

2. MNpHveHeH e KTHHHKO-I ¢ HEATOr H1eCKOTO MeTo.1a GofesHn
¥ L ]
JHE muarsocTHEa Hokmoderae MOATB ep#EIeHH e HOCHTEIbC TEa JlewenHe
YACTRIN My TAlHEH B rede unarrpasa (FLG) OCHOEHOTD
salosienaHHs

HasHauenHe TOMOIHHTETEHEX MeTOJ0R IHATHOCTHEH

.

XposmarorpadHicckil aHaTH
MOTH (¥ JeTeil ;o 6 deT)

LiaToregeTHYccKH
METOO

AL © TOPITHIHBIM PepMeHTOnaTHH Hacineacieen AJl ¢ TOPIIHIHBIM HpoMOCOMHRBIS
TCICHHSM fHApYIISHHA Hble JO/Ie3HH TEICHHCM AHOMATHH
JHETEE ofsecHa
v h k4
CrannapTHas HoppexuHs AHETEL. Meaenne CrannapTHas 2AMOACHTRI NOHHIHCHHD
Tepanns Al CTraHIapTHAA Tepamdd Al QCHOBHOTO IepamHd Al CTaHTApTHAA TepaiHa
zaf00TcEaHHA Jng cHATHA oocTpeHHd

PI/ICYHOK 38 — AJ'II‘OpI/ITM O6CJ'ICI[OBaHI/I$I N JICUCHUA MAaIUCHTOB C TOPIIUAHBIM TCUCHUCM aTOIMMYCCKOIro ACpMaTHUTAa



Hcxonss U3 COBpeMEHHBIX MpeacTaBieHud o0 stuonorun AJl U pe3ynbTaTtoB
HACTOSIIIETO HCCIEOBaHUsS, BBIPAOOTAH CIEAYIOUIUNA alIrOpUTM HUJECHTU(DUKAIIUU
ATUOJIOTUU TOPNHUAHO TeKyIero AJl:

1. Ilpumenenue KJIMHUKO-T€HEAJIOTHYECKOT 0 METOJa (cocTaBneHue
POJOCIIOBHOM, OCMOTp HE TOJBKO IPOOaHAa, HO U €ro POACTBEHHUKOB, OIPENEICHUE
nepeuns 3aboneBanuil A quddepeHnrnanbHol TMarHOCTHKY, epeyuHs o0cneo0BaHuN
JUIsl poOaH/1a U POJICTBEHHUKOB).

2. Bxmouenne B auddepeHuuanIbHyl0  JUArHOCTUKY  HAcCHeICTBEHHBIX
3a00eBaHUl, TPU KOTOPBIX KOXKHbIE MPOSIBICHUS SBIAIOTCS OJHUM U3 BEAYLIHUX
CUMIITOMOB (BYJbrapHbIi HWXTHO3, OKTOAEpMalibHasg JUCIUIa3usi, X-CLETUICHHbIN
UXTHO3, kepatogepmus TocTa-YHHBI, MACTOLIUTO3 U JIP.).

3. HckmroueHue/MOATBEPKICHUE HOCHUTENbCTBA YaCcThIX MYyTallud B TeHE
¢unarrpuna (FLG).

4. YV nereit no 6 neT — HCKIIOYEHHE/TIOJTBEPKACHUE HAPYIIEHUH HUETHI C
MOMOIIBIO XpOMAaTOorpauueckoro aHain3a MOUM U/WJIM HapylIeHU 0OMeHa BEIleCTB.

5. HWckmroueHue/moATBEPKIEHUE MOBBIIIIEHHON YyBCTBUTEIBHOCTH OpPTaHU3Ma K
[IIOTEHY C IOMOIIBIO TECTA HA aHTUTENA K YHIOMHU3HIO.

6. Kapuonornueckuii ananu3z (Ipu HaIU4uu crerupuyeckux (HEeHOTUTUYECKUX
MPU3HAKOB WM MOJUCUCTEMHOrO nopaxkenus). [Ipu Hanmuuuu nokazanuii — FISH unmn
CGH array.

Hcnonb3oBaHue 3TOr0 ajlroputMa MO3BOJISIET UACHTU(GUUIHUPOBATH 3THUOJIOTHIO
AJl y 3HauuTeNbHOW 4YacTH OOJBHBIX C TOPHOUAHO TeKymuM AJl U Ha3HAYUTH

O9THOTPOITHYTO W/WJIA TTaTOr€HETHYSCKHU O6OCHOBaHHYIO TCpaIunIto.
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BbIBO/AbI

1. OrtHollleHHE IIAHCOB OOHAPYXUTb HOCHUTENS JEJICIMOHHOIO ayljieisl o
myTauu 2282del4 B rene FLG B rpynme ¢ TOPHNUIHBIM TEYEHHEM aTOMHYECKOTO
nepmatuta B 3,7 pas3a BbILIE, YEM B IPYIIIE KOHTPOJIS.

2. Jlons HacieACTBEHHBIX 3a00JieBaHUI C KOXKHBIMU MPOSIBICHUSIMU B TPYIIIE
OOJBHBIX C TOPIUAHBIM TEUEHUEM aTOMMYECKOTO AepMaTuTa coctaBuia 8 %.

3. Xpomarorpaduio MOUYU EIECO0OPa3HO UCMONB30BATh KAK JOMOJIHUTEIbHbBIN
MeTo oOcneoBaHus MAalMeHTOB ¢ TOPHUIHBIM T€YEHHEM aTOMUYECKOIo JEpMATUT B
Bozpacte 10 6 5er A BbIBIEHUA ~ (EPMEHTOMATHH, YTO  MO3BOJSET
UHIUBUyaNu3upoBaTh auetry y 3 u3 4 neredd, a y kaxngoro 10-ro pebGénka —
CBOEBPEMEHHO JAMArHOCTUPOBATh MYJIbTU(AKTOpHAIbHBIE Oo0e3Hn (3a0oJeBaHus
MOYEK, SHJTOKPUHHOM CUCTEMBI U T.J1.) WM HACIEICTBEHHbIE 001e3HN 0OMEHA BEIIECTB.

4. YacroTa XpOMOCOMHBIX aHOMAJIUK B 00IIe# rpynmne OOJbHBIX C TOPHHUIHBIM
TEUEHHUEM aTOMMYECKOTO jJepMmaTuTa coctaBwia 1,7 %, a B moarpymnmne OOJbHBIX CO
cnenupuyeckuM (PEeHOTUIIOM W/WIIU NOJUCUCTEMHOM naTtoioruen — 17 %.

5. ATonuueckuil AEpMATUT MOXKET OBITh PAHHUM MapKEpPOM IEJIMAKUU B TPYIIIIE
IeTeil 0 5 5eT W aJyIepruyeckoil dSHTEpOoNaTHH, MO3TOMY OTH 3a00JIeBaHUS
1enecooOpa3Ho BKIHOYATh B Kpyr AudPepeHnanbHOl TUarHOCTUKU TPU COBIAJCHUM
ne010Ta aTONMUYECKOro IepMaTUTa C BBEJIEHUEM B IETCKUM palliOH HOBBIX IPOJYKTOB, B
TOM YHUCJE COAEPKALINX TIFOTEH.

6. OTHoOIlIIEHKE IAHCOB Y XKEHIINH, HOCUTENIbHULl reHoTHNa AA nonumopduszma
15231775 rena CTLA4, nonacte B rpyInmy C aTONWYECKUM JAepMaTuToM B 1,6 paza
BBIIIIE€, YEM Y HOCUTEJNbHUIL IBYX Apyrux reHotunos (p = 0,046). OTHOIIEHKE 11IaHCOB Y
KeHIIMH, HocutenbHUll TeHotuna CT nmonumopdusma rs16944 rena IL1B, nonacte B
IPYIIy C aTONHWYECKUM JepMaTUTOM B 2,4 pa3a BbIlIE, YEM Y HOCUTEIBHHUI] JBYX
apyrux reHotunoB (p =0,001). OTHolIeHHE IIAHCOB Yy >KCHIIHUH, HOCUTEIHHUI]
reHotuna GG nonumopdusma rs1800795 rena IL6, monacte B Tpynmny ¢ aTOMHUYECKUM
nepmatutoM B 1,8 pasza Bblllle, 4eM Yy HOCHUTEIBHUIl JBYX JAPYTMX T'€HOTHUIIOB

(p = 0,043). Ionmumopdusmsel 1s763780 rena IL17F u VNTR rena ILIRN He BHOCST
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CYILIECTBEHHOI'O BKJIA/1a B Pa3BUTHE aTONUYECKOIO IepMaTHUTA.
7. Pa3paboTaHHBI aNrOPUTM MO3BOJIAET UACHTU(PUIUPOBATH STHOJOTHIO

TOPIUIHOTO TEYEHHS aTOMUYECKOro Aepmarura B 46 % ciyyaes.
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NPAKTUYECKHUE PEKOMEHJIAIINUN

1. KiuHuko-reHeaqornyeckuid MeETOJl, BKJIIOYAIONIMNA OCMOTp MpodaHaa U
POJICTBEHHUKOB, COCTaBJICHUE POJIOCIOBHOM, OIpe/esieHue nepeyHs 3a00aeBaHul s
muddepeHnranbHOM  JUArHOCTUKUM M TepeuHs oOcneqoBaHuil s mpobaHaa u
POJICTBEHHUKOB, JOJDKEH OBITh 0OS3aTENbHBIM MEPBHIM 3TAOM KOHCYJIbTUPOBAHUS
OO0JBLHOTO C TOPHHUAHBIM TEYEHUEM aTONMMYECKOTO I€pMaTHUTA.

2. VYuuTbeiBasg 3HAUMUTENBbHBIM BKiIax myranud B reHe FLG B pasBurue u
XapakTep TEYEHHUS AaTOMUYECKOro AepMaTHhTa, KaKIOMy OOJBbHOMY C TOPIUIHBIM
TeYeHUeM 3a00JIeBaHMsI HEOOXOIUMO TPOBOAUTH O0OCIIEIOBAaHME HA HOCUTEIHCTBO
qyacTbIX MyTauuii B rene punarrpuna FLG.

3. Bcewm petsaM B Bo3pacTe A0 6 JIET ¢ TOPHUIAHBIM TEYEHUEM aTOMUYECKOTO
JepMaTUTa PEKOMEHAYETCS BBIMOIHATh XpoMaTorpa@uyecKuil aHaiu3 MOYM IS
UCKITIOUEHUS/TIOATBEPKACHHS (PepMEHTONATUI U/ UM HApYyLIEHU 0OMeHa BEIIECTB.

4. BceM pgeTaM C TOpPHUIHBIM TEYEHUEM aTONMUYECKOrO JEepMaTUTA IpU
COBMAJICHUH BPEMEHM Je0I0Ta JepMaro3a C BBEJACHHEM B MHILEBONW PAIMOH HOBBIX
MPOJAYKTOB, B TOM YHCIE COJEPXKAIIUX TIIIOTEH, IeJIecCo00pa3HO PEKOMEHI0BAaTh
LeJIeHaNpaBlIeHHOe 00ClieJoBaHUE JUIsl HWCKIIOUEHMS IEIMaKUU U allJIepru4ecKomn
DHTEPOIIATUH.

5. IlamueHtaM ¢ TOPHUAHBIM TEUYEHUEM AaTONUYECKOIO JepMaThTa Ipu
HaIU4ud ~ creuuduueckux  (HEHOTUNMYECKUX NPHU3HAKOB WM  MOJUCUCTEMHOMN
[IaTOJIOTUM PEKOMEHAYETCS BBIIOJIHATh KAapUOJOTUYECKUM aHaIu3 I UCKIIFOYEHUS

XPOMOCOMHBIX aHOMaJIUM.
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CIIMCOK COKPAILIEHUH 1 YCJOBHBIX OBO3HAUEHUN

ALl — aTOIMYECKUN 1epMaTUT

BO3 — Becemupnas Opranuzanus 3apaBoOXpaHEHHUS
BIIP — BPOXIAEHHBIN IIOPOK pa3BUTHS

I'AT — IIIMKO3aMHAHOTJIMKAHBI

JTHK — J1€30KCUPUOOHYKIIEMHOBASI KUCIIOTa

MKb — MEeXIyHapoHas kinaccudukanus 6ose3Hei
MPHK — matpuyHas PHK

HBO — HacJIe/ICTBeHHbIE 00JIE3HU 0OMeHa

HO — HACJIEACTBEHHAS OTATOLIEHHOCTh

Ol — OTHOILEHHE IIAHCOB

CA — CEeMEHHbI aHaMHE3

HHC — LICHTpaJIbHas HEpBHAs CUCTEMA

)i — DKTOAEpPMabHas TUCILIA3US

KO — BKCTPAKOPIIOPaIbHOE OIIOIOTBOPEHUE
OATA — TUJICHAMaMHUHTETpaaLeTaT

XC — XOHAPOUTUHCYIb(AT

aCGH — CpaBHMTENIbHAs TeHOMHas TuOpuau3auus Ha yunax (Array-based

Comparative Genomic Hybridization)
CNV — BapHalMK yncia Konuil (copy number variation)
CTLA4 — IéH IUTOTOKCcHYecKoro T-1um@oIuT-cBA3aHHOTO UMMYHOTJIO0YIMHA

4 (cytotoxic T lymphocyte-associated 4)

FISH — (uyopecuentHas rubpuamzamus in situ (fluorescence in situ
hybridization)

FLG —reH uarrpuna (filaggrin)

GWAS — IIOJHOI€HOMHOE accoumaTuBHOe ucciaeaoBanue (Genome Wide

Association Study)
IL17F — reH unrepneiikud 17 @ (interleukin 17F)

IL1B — reH unrepneiikud 1 63ta (interleukin 1-beta)
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ILIRN — I'€H aHTaroHMUCTa pelenTopa HHTepIeKnuHa 1

IL6 — T'eH uHTepneikun 6 (interleukin 6)

MONICA  — Monitoring Trends and Determinants in Cardiovascular Diseases

NGS — cekBeHupoBaHue ciuenytoumero nokonenuss (Next Generation
Sequencing)

OMIM — Online Mendelian Inheritance in Man

SC — stratum corneum

SCE — CEeCTPUHCKHE XpoMaTuIHbIe 00MeHHI (sister chromatid exchanges)

SCORAD - Scoring of Atopic Dermatitis
TEWL — TpaHCcANUAepMalibHast moTepst Boabl (transepidermal water loss)
VNTR — pa3IUYHOE YUCIIO TaHAeMHBIX OBTOpoB (Variable Number Tandem

Repeat)
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