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Knaccudpukanusg XxpoMOCOMHBIX aHOMaJIMH

XpPOMOCOMHbIE aHOMAIMM NOAPA3AENAOT HA FTEHOMHbIE U CTPYKTYpHbIe. MepBble CBA3aHbl C USMEHEHNEM
yncaa XpOMOCOM, BTOPbIE — UX CTPYKTYPbI.

FeHoMHble myTauumu

FeHOMHble MyTauuyM MOTyT 3aTparvBaTb BECb FEHOM WM OTAE/IbHblE XPOMOCOMbI. HanomHum, yTto B
HOpME B KaKAOW COMaTUYECKOM KAeTKe YesnoBeKa MMeeTCA AMNAOMAHbIA HAabop XPOMOCOM, paBHbIl 46.
Jltobble OTKNOHEHMS OT 3TOro MOAa/IbHOTO YNCNA ABAAIOTCA YNCAEHHBIMU AaHOMANNAMU — reTepononguen.
Mpy 3TOM M3MEHEHMA YMCIA XPOMOCOM MOTYT BbITb MO0 KPaTHLIMK ranjaouaHomMmy Habopy, 1Mbo
HEKPATHbIMMK EMY.

Y yenoBeka U3MEHEHMSA YMC/IA XPOMOCOM Ha YPOBHE ranjouaHOro reHoma orpaHuunBatoTca Tpunaonameit (3n
= 69) — Ha/MYMEM AULWHMX 23 XPOMOCOM, KOTOPbIE MOTYT MMETb OTLLOBCKOE MW MaTePUHCKOoe
npoucxoxaeHue. Mpu stom Kapnotun 69,XYY netaneH, B To Bpema Kak Tpunaomnama 69,XXX n 69,XXY snonHe
COBMECTMMA C BHYTPUYTPOOHbIM Pa3BUTUEM U KUBOPOXKAEHNEM.

TeTpannoungms (4n = 92) Kak KOHCTUTYLMOHANbHasA Gopma KapnoTuna npeacTasaeHa ToNbKO B KeTKax
aMbpmMoHoOB A0 cTagumn 6nactounctol. O4HAKO TETPANAOUAMA XapaKTepHa U A8 HEKOTOPbIX TKAHEeM
(kneTkn TpodobnacTta, NeYEHU, MerakapuoLnThbl).

AHeynaongma — U3MeEHEHUA YMCa OTAE/IbHbIX XPOMOCOM, HEKPATHbIE ranjioMaHoMy Habopy, npeacTaBiaeHa
cneayrowmMmMmn BUAamm:

e Tpucomua (2n + 1=47) — Hannune AONONHUTENbHOM TOMOJIOTMYHOM XPOMOCOMbI. M3BECTHbI CyYaun
MHOECTBEHHbIX TPMCOMMI, KOTOPble 06YCNOBAEHBI COYETAHUEM TPUCOMMUIA NO ABYM UAN TPEM PasHbIM
xpomocomam (2n+1+1=48unmn2n+1+1+1=49);

NOACYHET XPOMOCOM Y SMBPUOHA

* Tpucomusa xpomocomsbl 21 (cuHgpom [ayHa)
* Tpucomus xpomocomol 13 (cunapom MNaray)
* Tpucomusa xpomocombl 18 (cunapom SaBapaca)

* Tpucomusa xpomocomsi 22 (cungpom LLimuaa-
®pakkapo)

o
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e lNonncomus (KpaliHe peakan gns aytocom Gopma aHeynaonamm) — yBesMyeHue Ymcaa B npegenax oaHom
napbl FOMOJIOTMYHbIX XPOMOCOM, XapaKTepHa A/19 CUCTEMbI MOJIOBbIX XPOMOCOM (Hanpumep, Tpucomma X-
xpomocom — 47,XXX, TeTpacomusa — 48,XXXX, neHtacomua — 49, XXXXX; aucomms Y-xpomocombl — 47,XYY);
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® MoHocomua (2n—1=45) — oTcyTcTBME OAHON M3 FOMOAOTUYHbBIX XPOMOCOM;

e Hynnucomms (2n — 2 = 44) — oTcyTcTBUE 06EUX TOMOIOTUYHbBIX XpOoMocom. OTCyTCTBME ABYX FOMOIOrOB
06bIYHO NPUBOAMT K TMBEIM COMATUYECKUX KNETOK, MO3TOMY HY/JNMCOMMA MPU CTaHAAPTHOM
KapMOTUNMPOBaHUM NPAKTUYECKU He BCTpeyaeTcs. OgHakKo, runoranaonams, obycnosaeHHas yTpaToi 04HOM
13 xpomocom Habopa (n — 1 = 22), OTHOCUTENIbHO YacTO PErMCTPUPYETCA NPU aHan3e XPOMOCOMHOro Habopa
3pesiblX CNepMaTo30MA0B 1 HEONI0A0TBOPEHHbIX OOLMTOB B MeTadase BTOPOro MeloTUYECKOro AeNeHUs.

MoHocomua no ntoboi U3 ayToCcoM, Kak U Hyanncomma X-xpomocom (Kapmotun 45,Y), asnserca netasnbHOM,
NnosTomy Mx obHapyKeHWe Ha meTadasHbIX MAACTUHKAX OBObIYHO CBA3aHO C MOrPELHOCTAMMU MpwU
NPUroToBAEHUW NPENapaToB. B KAMHNYECKOW UMTOreHEeTUKE ONUCaHbI CTy4an COYETaHUA MOHOCOMMM
(MCKNOYUNUTENBHO MOHOCOMWU X-XPOMOCOMbI) C TPUCOMMEN NO KaKON-TMB0 M3 ayToCoM, NpuK 3TOM oblLuee
4YUC/IO XPOMOCOM B Habope cooTBeTCTBYET AunaonaHomy (2n —1 + 1 = 46). Eciv reHoMHas MyTaums
NPUCYTCTBYET BO BCEX K/IETKAX 3apoAbllla, ee Ha3blBaloT UCTUHHOW, UM NONHOM, popMON.

MpucyTcTBME HA XPOMOCOMHBIX NpenapaTax KAETOYHbIX K/NOHOB OT pasHbIX 3apogblwelt (Hanpumep, ¢
Habopamm roHocom XX 1 XY) no3BoseT 3anoAo3puTb Hannuune xumepusma (chi).

Ecnv reHoMHaa myTauma onpeaenneTcs TONbKO B OTAE/NbHbIX K/IeTKax OAHOro OpraHnM3ma, BO3HUKLLErO U3
O/AHOW 3Ur0Tbl, FOBOPAT O MO3aULM3ME XPOMOCOM, UM MO3anYHOMN popme reTeponiongnm (mos).

OaHopoauTensckasa aucomuma (aHrn. — uniparental disomy, nam upd) — HeZl@aBHO OMMCAHHbIN Y YeNOBEKa
HOBbIM TUM XPOMOCOMHbIX aHOMaINI. B 3TOM cnyyae KapmMoTun npeacTaBieH HOPMaibHbIM AUMNAOUAHbBIM
YMCIOM XPOMOCOM, OHAKO OfiHa Mapa romos/IoroB npeacTaBaeHa XPOMOCOMamMM TONbKO OAHOro M3
poauTeneit (TONbKO MaTepPUHCKMMU — updmat nam TonbKo OTUOBCKMMKU — updpat). MNpu 3ToM BO3MOKHa
CUTyaums, Korga B KapMoTue NPUCyTCTBYHOT 06a romosiora oT O4HOro poauTensa — retepoamcomus, nmbo
YABOEHHOW OKa3blBaeTcA 04Ha M3 FOMO/IONMYHbIX XPOMOCOM — M304MCOMMUS.

XpomocomHble myTauuun

CTPYKTYpHble XPOMOCOMHbIE MEPECTPOMKM — HapyLWEHMSA KapuoTMMNa, COMPOBOMKAAOWMECA UAN He
conpoBoXaatowmeca AMcbanaHCoOmM reHeTMHecKoro maTtepuana B npeaenax OgHOW UAM HECKONbKUX
XPOMOCOM (BHYTPUXPOMOCOMHbIE Y MEKXPOMOCOMHbIE NEPECTPONKN COOTBETCTBEHHO).

MeXXXPOMOCOMHbIe NepecTPOUKMU

K MEeXPOMOCOMHbIM NEpPecTpoiikam OTHOCATCA TpaHCAOKaumu (t), To ecTb nepemeleHme reHeTUYeCcKoro
mMmaTepuana Mexay XpoMoCoMamMm.

TpaHCcAOKaLMM NOAPA3LENAoTCA Ha CaeaytoLLme TUMbI.

® PeuunpoKHble TPaHC/AoKaumm (rcp) — B3auMHbIN 06MeH, T. e. 06MeH pparmeHTaMy MexKay ABYMA (pexe —
Tpema unmn 6oaee) HErOMOJIOTUYHBIMU XPOMOCOMAMMU — He COMPOBOXKAAIOTCA U3MEHEHMEM YMC/1a XPOMOCOM
1 AncbanaHcom reHeTMYecKoro matepuana.

® HepeuunpoKHble TpaHCAOKaUuun — 06MeH XPOMOCOMHbIMWU dparmeHTamm, 06bIMHO NPUBOAALLUIA K
HecbanaHCUPOBaAHHOMY KapuoTuny.

® Pob6epTCOHOBCKME TpaHCI0Kauun (rob), nam ueHTpuyeckme CIMAaHMUA XPOMOCOM — BOCCOEAMHEHWE naey
ABYX aKPOLEHTPUUYECKMX XPOMOCOM B OKOJIOLEHTPOMEPHbIX paiioHax. Mpun 3TOM YMC/I0 XPOMOCOM B
KapMoTUMe yMeHbLIAeTCcA Ha OAHY, TaK KaKk 06bl4HO 04Ha U3 LLEHTPOMEP W KOPOTKME NJiedn AByX
aKPOLEHTPUKOB C I0KaNIN30BaHHbIMU B HUX AAPbILLKOO6Pa3yOWMMM paltioHaMM yTPaumMBatoTCA.
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HakoHeLl, B KayecTBe BapMaHTa MEXXPOMOCOMHbIX NMePecTPoeK MOXKHO paccmaTpuBaTh MHcepumio (ins) —
nepemellieHune pparmeHTa 04HON XPOMOCOMbI BHYTPb APYroiA.

BHYTPUXPOMOCOMHbDIE NepecTpoiiku
BHYTPUXPOMOCOMHbIE NEePECTPOKM NpeacTaBAeHbl HECKObKMMM TUMaMMU:

® [pobensbl (g) (axpomaTnyeckue, To eCcTb HeOKpalLeHHble 061acTK) U paspbiBbl — MOTYT BbITb
XPOMaTUAHBIMU U XPOMOCOMHbBIMU.

e [leneums (del) — yTpata 4acT XpomocOMbl (KOHLEBble M UHTEPCTULIMA/bHbIE).
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FIGURE 1. Deletion 3p syndrome, A-C, Photograph of affected 5-month-old boy. Note the bilateral ptosis, loeng
philtrum, micrognathia, and umbilical hernia. (From Higginbottom MC, et al: S Med Genet 19:71, 1982, with permission.)
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FIGURE 1. Deletion 4p syndrome. A-F, Affected children at three different ages. Note the ocular hypertelorism,
prominent glabella, supraerbital ridge continuous with the nasal bridge, short philtrum, micrognathia, and simple cars
({E and F, Courtesy Dr. Lynne M. Bird, Children’s Hospltal, San Diego.)
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FIGURE 1. Deletion 4g syndrome. A-D, Affected
newbarn infants. Note the ocular hypertelonsm,
abnormal pinnae, and pointed fifth fingernail.

Kadepnpa meanumnHCKom reHeTUkun n uonornm ereoy BO HFMy



pod

FIGURE 1. Deletion 5p syndrome. A-C, Affected child
at 1 and 5 years of age. Note the round face, ocular
hypertelonsm, and epicanthal folds. (Courtesy Dr. Lynne
M. Bird, Children’s Hospital, San Diego.)
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FIGURE 2. A and B, Affected child at 13 months and 8 years of age. Nate the round face, ocular hypertelorism, and
epicanthal folds. {Courtesy Dr. Lynne M. Bird, Children's Hospital, San Dregol)
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e [lynnvkauma (dup) — yaBOEHMe YacTn XPOMOCOMblI.

FIGURE 1. Dwplication 2q syndrome. An affected
3-manth-ohd boy. Hote the hypertrichiosis, long philtnam,
and dessnturned carmers of the mauth
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FIGURE 3.
short fingers,

A-~D, Note the ocular hypertelonsm, prominent nase, downturned corners of mouth, cup-shaped ecar,
and 3-4 syndactyly. Duplication 9P Syndrome
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FIGURE 2. Duplication 10g syndrome. A-C, Six-manth
old Infant. Note the flat face with high forehead; broad
nasal bndge; anteverted nares; malformed, posteriory
rotated ears; camptodactyly; and proximally placed
thumbs.
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e MHBepcus (inv) — nepeBopoT ¢parmeHTa Xpomocombl Ha 180°, He BK/tovatowero o61acTb LEHTPOMEpDI
(napaueHTpUYeckas HBepcKa), AN C BOBAEYEHMEM LIEHTPOMEPDI (MepuLEeHTPUYEcKas MHBepcus).

e M3oxpomocoma (i) — meTaueHTpmyecKkaa (MOHO- UAU AuLEHTpUYeKasn, idic) xpomocoma c reHeTU4Yecku
WAEHTUYHBIMW M1eYamm (TO ecTb YABOEHHbIMM TONbKO AJIMHHBIMU UM TONIbKO KOPOTKMMM).

e KonbLeBble Xpomocomsbl (r) npeactaBnstoT coboli ogMHOYHbIE (pexke — ABOMHbIE) 3aMKHYTble KOJbLa C
OAHOW UNWN ABYMA LLeHTpoMepamu (MOHO- AN ANLEHTPUYECKUE, COOTBETCTBEHHO).

® XpomMocomHbIMMK pparmeHTamu (fr) 1 mapKepHbIMU XpoMocomamm (mar) 0603Ha4aloT CBEPXYMCIEHHbIE
NPOWN3BOAHbIE XPOMOCOM: MEJIKME aLeHTpUYeckue (ace) (T. e. He coaeprKallme LLEeHTPOMEpPY) UK
cogepxawme 1-2 ueHTpomepbl. MapKepHble XPOMOCOMbl MOTYT ObITb PE3YAbTAaTOM KaK BHYTPU-, TaK U
MEKXPOMOCOMHbIX NepecTpoek. a8 ux ngeHTMeuKaLmm cnoab3ytoTca pasinyHble LUTOreHeTUYeCKne
meToapbl. OcobeHHO MHPOPMATUBHBIMU ABAAIOTCA Pa3INYHbIE BAPUAHTbI MeToaa rmbpuamnsanmm in situ (metog,
FISH) c xpomocom- 1 nokyccneuudmyeckummn AHK-3oHgamu.

leHeTUYecKkn cbanaHCMPOBaHHbIE XPOMOCOMHbIe abeppaLnn (TpaHCAOKaLUKU, UHCEPLIUK, UHBEPCUM), KaK
NpaBuIo, He CKa3blBatloTcA Ha peHoTune Hocutena. OAHaKo UX HaiMuMe 3aKOHOMEPHO NPUBOAUT K
HapyLIEeHMIO NPOLLEeCCOB CMapMBaHMA TOMOI0TOB B Npodase meinosa 1, Kak cneacTBue aToro, K 06pasoBaHuio
ramert ¢ HecbanlaHCMPOBAHHbIMW XPOMOCOMHbIMU abeppaumamm (aeneumamm u Aynamkaumammn) U surot c
YaCTMYHOWM MOHO- UM TPMCOMMEN MO COOTBETCTBYOLLMM YYaCTKaM XPOMOCOM.
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