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UHNWTONEHETUYECKAA AUATHOCTUKA:
OCOBEHHOCTU MOCTHATAJIbHOIO
KAPUOTUTNMNPOBAHWUA

BBEJEHUE

B HacToAwee BpemMA He Bbi3blBa€T COMHEHUN
MocTynaTt, YTo HM ofHA BpauyebHaA cneuuasnb-
HOCTb He MOXeT 0boNTUCb 6e3 3HaHWU OCHOB
MELVLUHCKON TeHeTUKM, MOCKONbKY Hacnep-
CTBEHHble GONE3HN MOTYT MOpPaXaTb BCE OPraHbl
N CUCTEMbl OPraHoB YenoBeka. M nepBbIMU, KTO
CTaNIKMBAETCA C UMEKLUMNCA Y N10Ja, a 3aTeM 1
Yy HOBOPOXAEHHOr0 reHeTnYeckumn npobnema-
MU, eCTECTBEHHO, ABJIAIOTCA Bpauyn akyluepbl-ri-
HEKOJOor, HeOHaTosorK, NeanaTpbl U Bpaun ce-
MENHOW MeANLIVHDI.

HacnepctBeHHble 60n1e3HN — 3T0 3aboneBa-
HUS, BOSHUKHOBEHWE 1 Pa3BUTUE KOTOPbIX CBA3A-
HO C U3MEeHeHMAMU (MyTauAMMN) FTeHEeTUYECKOTrO
MaTtepuana kneTku. OT HacneaCcTBEeHHbIX 3abone-
BaHMWI CieflyeT OTIMYaTh BPOXKAEHHble 3abone-
BaHUs, KOTOpble 00YCIOBNIEHbI BHYTPUYTPOOHbI-
MU MOBPEXAEHUSIMYM, Bbl3BaHHbIMK, HAMpPUMep,
uHdeKunen munu Bo3aencTeueM Apyrux ¢akrto-
|POB Ha nnoa BO Bpemsi 6epeMeHHOCTH.

KnioueBbIM MOMEHTOM MeANLMHCKOW FreHETUKN
ABNAETCA COBEPLUEHCTBOBAHME 1 pa3paboTKa Ho-
BbIX 00/1€€ TOUHbIX METOZIOB, KOTOPbIE MNO3BOJIAIOT
nposoanTb AnddepeHUManbHy0 4UarHocTuKy ¢
Lenblo JleuyeHns 1 NPodUNakTUKL HacneacTBEH-
HbIX 60Ne3Hen uenoBeka.

FEHETUYECKAA OMWATHOCTUKA

[eHeTMuyecKoe TeCTUPOBaHME AAET OTBET Ha ABa
rfaBHbIX BOMpoca:

1. KakoBa npupopa BbIABNAEMbIX MOPOKOB pPa3-
BUTUA — BPOXKAEHHAA U HAacNeACcTBEHHAA?

2. Ha KakoM ypoBHe npowusoLnia nosioMKa/Ha-
pyLeHne?

Ha cerogHs reHeTnyeckass gMarHoCTuUKa BO3-
MOXHa Ha HECKOJIbKUX YPOBHAX:

a) reHHOM (OGHapy»eHrie MyTaLuii B MOJEKYie
OHK);

6) XPOMOCOMHOM (BbIfIBJIEHNE HapyLlleHUsi B
XPOMOCOME — MAOTHO YNakoBaHHOW C MOMOLLbIO
6enkos monekyne JHK);

B) r€HOMHOM (FT€HOM — COBOKYMHOCTb BCEro
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Hacne4CTBEHHOrO MaTepuana, 3ak/IloUeHHOro B
KNneTKe opraHn3ma);

r) SNUreHOMHOM (O6HapY>KeHME HapyLIEeHU BO
B3aVIMOAENCTBMNAX MEXAY FEHOMOM U MPOAYK-
TaMu ero paboThbl, T. €. HAPYLIEHUI B perynsaymm
paboTbl reHoB).

B paHHOI paboTe Mbl OCTAHOBUMCSH TOMBbKO Ha
LUTOreHeTUYeCKON AUarHoCTUKe Uav AnarHoCTu-
Ke Ha YpOBHE XPOMOCOM.

MoHATME «XPOMOCOMa» B OyKBasbHOM mnepe-
BOAle O3HAYaeT «OKpaLUeHHOe Teno», MOCKOMbKY
OCHOBHbIE KPaCcUTENM XOPOLLIO CBA3bIBAOTCA XPO-
MOCOMaMM.

XpOMOCOMbBI — 3TO CTPYKTYpPbI B AAPe KNeTKU,
cocTosAwwme n3 [JHK 1 6enka, KOTopble COXPaHSIIOT,
peanusyloT U NepeaaroT HaCNeACTBEHHYIO MHPOp-
Mauuio cnefylowemy nokKosieHnoo. XpoMOoCOMbl
OOCTYMHbI ANA UCCNe[0BaHNA B CBETOBOM MUKPO-
CKone TOMbKO BO BpeMsA AeNeHnsA KIeTKN.

Kapurotun — cOBOKYNHOCTb NPU3HAKOB (4MCI10,
Mopdonorvsa u gp.) NOAHOro Habopa XPOMOCOM,
npucyLlas KeTkam JaHHOro opraHv3ma Wunm v-
HUW KNETOK (KIOHY).

KapunoTtunnpoBaHne — TpaguLMOHHbIAN LINTO-
reHeTu4yeCcKun MeTof, KOTOPbI MO3BONAET Bbi-
ABNATb OTK/IOHEHUA B CTPYKTYpe M KOonmyecTse
Xpomocom. GTG-63HAMHI — OCHOBHAsi TEXHMKA
anddepeHUnanbHOro OKpalMBaHUS XPOMOCOM
no anuHe. Metog FISH (dnyopecueHTHan rubpu-
ansauma in situ) — meton MONEKYNAPHOW LUTO-
reHeTVKN, C MOMOLLbIO KOTOPOro BbIABMAKTCA
He3HauuTeNbHble MEePecTPOrKN B XPOMOCOMAX,
He oOHapyuBaemble TPAAULVOHHbIMA LuTOre-
HeTUYeCKUMN metogamu. Jpyrumm cnosamu, 3To
MeTOop, AOMOSHALWMNIA KapuUoTUMNMPOBaHMe.

B HOpme KapmoTun uyenoBeka coctouT u3 46
XPOMOCOM. ITO 22 napbl ayTOCOM ¥ [1B€ NOJIOBble
XPOMOCOMbI: XEHCKNA KapnoTnn — 46, XX, My»-
ckon — 46, XY. Ana KNMHNYECKON LNTOreHETUKN
MMeeT 3HaueHune:
® MOCTHaTaJlbHOE KapvOoTUMNMUPOBaHMe — orpe-
[eneHve KapuoTuna naymeHTa B numooumutax ne-
prdepunueckon Kpoau;
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LIEHHOCTb ANAarHo3y
CUH3BO

‘MeauMHCKan raGopaTopua

% npeHaTasbHOe KapvOTUMUPOBaHME — MUCCIefoBaHMe XPo-
MOCOM Mjl0fa, KOTOPOEe NPOBOAUTCA MO K/IeTKaM OKOJoNnIoa-
HbIX 060/10UEK (XOPVOH/MNaLleHTa), OKONIOMIOAHBIM BOAAM, 1 B
6onee No3gHMe CPOKU — MO MNYMNOBMHHOW KPOBY M0Aa.

XpoMocoMHble CMHAPOMBI — 3TO 3aboneBaHus, 06ycnoB-
NeHHble M3MEHEeHUAMN B KONMYecTBe (aHeynionaumu) unm B
CTPYKTYpe OTAESIbHbIX XPOMOCOM B KapmvoTune naumeHTa. ITu
NOJIOMKM BO3HMKAIOT B pe3ysibTaTe MyTaluMii B MOJIOBbIX KNeT-
Kax poguTenen uam mMoryT nepefaBaTbCA AETAM OT poauTe-
nen-HocuTenen cbanaHCMpPOBaHHbIX XPOMOCOMHbBIX MepPecTpo-
eK. HacTtoTa XpOMOCOMHbIX aHOMANU Cpeam HOBOPOXKAEHHbIX
cocTaBndAeT 5-7 Ha 1000 [1], B rpynne naunveHTOB C penpoaykK-
TUBHbIMU Npobnemamu — 5-7% [2], a B rpynnax geTen C 3agepx-
KO YMCTBEHHOrO pPasBUTUA OHa ropasfo Bbiwe — 8-20%, no
JaHHbIM Pa3HbIX aBTOPOB.

B OCHOBHOM XPOMOCOMHbIE CUHOPOMbI XapaKTepusyrTca
HanMyMeMm y naumeHTa:

a) pa3NINUHbIX HEPBHO-NMCUXNYECKUX PACCTPONCTB;

6) MHOXECTBEHHbIX BPOXKAEHHbIX MOPOKOB Pa3BUTUA CUCTEM
1 OPraHoB, HapyLLEHWI MOIOBOro Pa3BUTUS;

B) Pa3NMUHbIX CTUrM [r33dMOpuroreHesa (He3HaunTesbHble
aHaTOMMYeCKMe OTKIIOHEHUS);

r) oTCTaBaHWeM B POCTE W Pa3BUTWX (NpeHaTanbHbIM WN
MOCTHATasNIbHbIM).

XpOMOCOMHbIe CMHAPOMbI — 3TO OY€eHb TsXKefble 3aboneBa-
HMA, KOTOPbIe, KaK NPaBuJIo, He NOAJAITCA TepaneBTUYECKON
koppekuuu. CTpagatoLyne My nauneHTbl ABAATCA MHBaNMAA-
M. NO3TOMY OUeHb BaXKHO, YTOObI ANArHOCTMKA STUX OONE3HeN
NPOBOAMIaCb CBOEBPEMEHHO, @ FeHeTUYEeCKoe TeCTUPOBaHNe
COOTBETCTBOBAJIO MUPOBbLIM CTaHZAPTAM.

OCHOBHOW NPUHLNM LUTOreHeTNYeCKon ANarHoCTUKKU Co-
CTOUT B BbIACHEHNN:

% XapakTepa Ob6HapyXeHHbIX B KapuoTune nauueHta ums-
MEHEHUN XPOMOCOM — c6aNnaHCUPOBAHHOTO UK HecbanaH-
CMPOBAHHOrO;

%  MNPOUCXOXKAEHNA XPOMOCOMHOW NepPeCcTPOrKM B KapuoTune
npo6aHaa — poanTeNbCKon (0QUH 13 poanuTenein ABNSETCA HO-
CUTeNeMm) U BO3HUKLLIEN BrepBble (de novo).

OT oTBeTa Ha [iBa 3TMX MNaBHbIX BOMpPOCa 3aBUCUT MPOrHO3
ana npo6aHpa v NpodunakTKa PoOXKAEHUS B JaHHOW CemMbe
NOTOMCTBA C XPOMOCOMHOW MaTosiorven.

HapylweHus B xpomMocomMax MpoucxofAaT npu rametoobpa-
30BaHMM B Nepuof peayKLUVNOHHOrO AeneHurs, Korga Bo Bpems
KOHBIOraLMm MOXKET BO3HUKHYTb HEpacxXOoXKAeHMEe XPOMOCOM,
BefyLlee K YBEeNIMUYEHMNIO/YMEHbBLLEHWNIO UX YACIA UK K CTPYK-
TYPHbIM NepecTponkam. BO3mMOKHbI TakXe HapyLleHnA B O4HON
U3 KNIETOK B neprof Apo06seHn 3UroTbl Unu Ha 6ornee no3aHmx
CTaanAx pa3BuTUA. B Taknx criyyasx aHOMarnbHbIN KapuoTun co-
[OepPXUT TONbKO YacCTb KNETOK, Y FTOBOPAT O XPOMOCOMHOM MO-
3auupmame. MNpu 3TOM KNMHMYECKasa KapTrHa MOXeT ObITb MeHee
BblpakeHHOW. Bce BO3MOXKHble BapUaHTbl M3MEHEHMIA OMNMNCaHbI
B MexayHapogHOW LMTOreHeTMyYeCckon HOMEHKIaType Xpo-
MOCOM uenoBeka (International System for Human Cytogenetic
Nomenclature, ISCN), KoTopas ABnseTca yHUOULMPOBAHHBIM pY-
KOBOACTBOM 1A LIUTOr€HETMKOB BCEro MMUpPa.
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BO3HUKLUME CMOHTaHHO NOA BO34ENCTBUEM Pa3fINYHbIX GAKTO-
POB UMC/IOBble U3MEHEHUSA B KaprOTWMNe 3apogbilla NPUBOAAT K
YMEHbLLEHUIO (MOHOCOMMM) NN YBENIMYEHNIO (TPUCOMUK) YnCTa
KON TON UM UHOW XPOMOCOMbI. TEOPETUYECKN STO MOXKET NPO-
N30MTK C NIOOOM XPOMOCOMOW, HO MPOAOSIKUTENIbHOCTb »KU3HU
3apogplleri C aHOManMAMKM PasHbIX XPOMOCOM HEOAUHAKOBA.
M3 Hanbonee yacTo BCTPeUaloLMXCA XPOMOCOMHbIX 6onesHel y
HOBOPOXEHHBIX AVArHOCTMPYOTCA 6one3Hb [ayHa (Tpy Konuu
XpoMocombl 21), cuHgpombl [aTay (Tpy Konmm Xxpomocombi 13), Ia-
BapAca (Tpy konum xpomocombl 18), TepHepa (TonbKo ogHa Konus
nosnoBou xpomocomsbl X), KnaiHdenbrepa (aBe Konmm Xpomoco-
Mbl X BMECTO OJHOW B MY>CKOM Kapurotune). [py nogo3peHnn Ha
XPOMOCOMHY0 NMpupoay 3aboneBaHus pekoMeHI0BaHa KOHCYIb-
TaumA Bpayva-reHeTnKa, KOTopbIi Ha3HavyaeT NnauneHTy Tpaauuu-
OHHOE KapuoTUnunpoBaHue no numooumtam Kposu. Caenatb 310
MO>KHO eLle B poAfoMe, MOCKOMbKY NPY HEKOTOPbIX CUHAPOMAX
NPOAOMKNTENBHOCTb »KU3HU COCTABAAET AHU/YaCbI.

Hanbonee npocTbimM 11 OCTYMHBIM B KIIMHAYECKOW LTOreHe-
TUKe SABASETCA aHa/InM3 XPOMOCOM Mo numbounTam nepudepu-
yeckom KpoBwu. [JOCTaTOUHO 2 M1 CTEPUSIBHO B3ATOM LIESIbHOMN
BEHO3HOW renapuHM3UPOBaHHON KpoBw. Jlyule Bcero 6patb
obpaseLl c NomMoLLblo MOHOBeTa (Sarstedt Monovette, Li-Heparin
LH/2,7 ml), nockonbKy OH B MaKCMMasnbHOW CTeMNeHn No3BosnseT
n36exaTb MHOULMPOBAHUSA, UTO ABMIAETCA OAHVM U3 YCIIOBUN
JanbHeNLWero ycnewHoro KynsTMBUpoBaHUA KneTok. MoHoBeT
CO B3ATOW KPOBbIO TLLATEIbHO NepeMELLMBAETCA Y MaPKUPYETCA
(ykasbiBatotca O.M.0., gata pokaeHVA NauneHTa, AaTa U Bpems
3abopa). Tako obpasel; CoXpaHAeTCA U AOCTaBNAeTCA B labo-
paTopuio npy Temnepatype 4-8 °C B TeueHune CyToK. HapyLieHne
TeMnepaTypHOro pexmnma KaTeropnuyecku 3anpeLleHo.

AHanu3 NpoBOANTCA He HATOLWAK, OAHAKO 3a 1-2 HA 4O 3TOro
M3 pauuoHa naumeHTa HeobxoaMMO UCKITIUNTD XKUPHYHO, Xa-
PEHYIO MHLLY, anKorosib, 3a 2 Heflenu — NpriemM aHTUONOTUKOB,
XMMMNOTEPANEeBTUYECKMX, TOPMOHaMbHbIX MpenapaToB 1 ap. 3a-
60p KPOBU Yy HOMbHbBIX OCTPbLIMU BUPYCHBIMY PECIVPATOPHbIMM
3a005eBaHNsIMY NMPOBOAUTCA He paHblue, Yyem yepes 14 gHen
nocse BbiI3ZOPOBeHUA. Bce 3Tn mepbl NpefoCTOPOXKHOCTA He-
06xoanMbl 418 TOro, YToObI N36eXKaTb HU3KOro MUTOTUYECKOTO
MHAEeKCa (NpoLieHTa AeNAWMXCA KNIeTOK OT O0LLero ynicia npoa-
HaNM3MPOBaHHbIX) KyJIbTYPbl TMMPOLMTOB, @ 3HAUNT, I MOBTOP-
HOro B3ATMA KPOBW. M BCe »e B HeH6OMbLLIOM NPOLIEHTE CJlyYaeB
CyLlecTBYeT PUCK HMU3KOIOo MHAMBUAYANIbHOTO MUTOTUYECKOTO
WHIEKCA, U NaLMeHTy Ha3HavyaloT MOBTOPHbIN 3a00p KPOBU.

HenpurogHow ana aHanv3a ABNAETCA reMonn3npoBaHHas
UNN XUne3Has KPOBb, a TaKXKe KPOBb CO crycTkamu. OcobeH-
HO «CJTOKHOW» ANA KapMOTUNNPOBAHUA ABNAETCA KPOBb HO-
BOPOXKAEHHbIX. [10 06BACHMMbIM NPUUYMHAM OHa Yalle 6biBa-
eT C BblllenepeyrcyieHHbIMY fedeKkTamn, B HefoCTaTOUYHOM
KonunuyecTBe, U TpebyeT NOBTOPHOrO B3ATUA o6pasua. Mpo-
BECTM XPOMOCOMHbIV aHaNN3 AeTAM B TAXKENOM COCTOAHMUN,
KOTOpPbl€ [OMKHbI BbIHY>KAEHHO HaXOAUTbCA Ha NOAAEPKM-
BatoLen UHPY3MOHHONM Tepanuu, NPaKTUYECKU HEBO3MOX-
HO. /IMm Ha3HaualT NOBTOPHOE KapuUOTUMMPOBaHUE, KOTO-
poe NpoBOANTCA Yepe3 HEKOTOPOe BpemsA MocCse BbIMUCKU
n3 popgaoma. NockonbkKy Habop XPOMOCOM BO BCEX KieTKaxX
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LIEHHOCTb INArHo3y
CHH3BO
WHAVBUAYYMA TEOPETUYECKN OOMHAKOB U He MEHAETCA B Te-
yeHune XU3HU, MOXKHO FOBOPUTb O «XPOMOCOMHOM NacrnopTe.
MauneHTy TakXe PEKOMEHAYETCA XPaHUTb MOJyYeHHOEe 1306-
pa)KeHne XPOMOCOM C LUUTOreHETUYECKUM 3aK/TIOUeHNEM 1 He
npuberatb K MOBTOPHOMY MCCNIELOBAHMIO 6€3 HEOOXOAUMOCTU.
HopmarnbHbIli KapuoTum, MonyyeHHbI B pesynbrate GTG-03H-
OVIHrA N KOMMbIOTEPHOIO aHanu3a, He TpebyeT JOMONIHWUTENIbHOIO
nccnefoBaHuA. JTO Tak HasblBaeMbl/i MEPBbI YPOBEHb LIATOre-
HeTUYeCKon ANarHoCTUKKM (prc). Ho ecnn B KapuoTune HanaeHbl
OTKJIOHeHws, Tpebytole Gonee AeTanbHOTO WCCIefOBaHWSA, U
MMEET MeCTO HECOOTBETCTBME KITMHUYECKON KapTVHbI 11 KApUOTUMa,
BPay-LMTOreHeTNK PEKOMEHIYET UCCNeoBaHNe BTOPOrO YPOBHS.
BTopoii ypoBeHb — 3TO yTOUHAOLLEe JOMNONHUTENbHOE Uccre-
[OBaHVe C 6onee BbICOKOW pa3peLualolleil CnoCOOHOCTBIO (MOX-
HO UAeHTUPMLMPOBATL GPArMeHT XPOMOCOMbI MeHee 7-10 MJTH.
nap HyKneoTuaHbIX OcHoBaHMI monekynbl [1HK). Ha sTom yposHe
NPOBOANTCA AMArHocTrKa metogom FISH, koTopbii no3sonsaeTt uc-
CnefoBaTb He3HauUTesbHble MepPecTPOKN XPOMOCOM, HE BblAB-
nAemMble NPOCTbIM KaproTUNMpoBaHUeM. [MOCKONbKY CTOMMOCTb
nccnepoBaHus FISH Bblilwe no cpaBHEHMIO C 0ObIYHBIM KapyOTUMK-
POBaHMEM, 1 YACIIO TEXHUK C KaxKObIM FOAOM PACTET, »KenateibHO
B KQXX[JOM KOHKPETHOM Cilyyae 06CyaTb C BPauYOM-LIUTOreHeTU-
KOM MPOTOKOJ YTOUHSAIOLLIEro TecTa.

Kakue mecmsl cnedyem pekomeHoosams nayueHmy?
1. CUHAPOMBI, KOTOPble Bbi3BaHbl M3MEHEHMEM UKCNa XPO-
MOCOM B KapuoTure, Kak MpaBuio, XOpoLOo ANArHOCTHPYOTCA

JlabopaTopHas AnarHocTKa

SKCMEPT B IABOPATOPHOW

ANATHOCTUKE
®

NPOCTbIM KapuoTunmnpoBaHuem. ToNbKo B Tex ciiyyasx, Korga
KNUHNYECKasA KapTrHa Npeanonaraet Mo3anumsm, yylle npu-
6erHyTb K JOMONHUTENbHOMY uccnegoBaHuio FISH-metomom,
yTOObI OMpPeaennTbCs C Pa3MepPoOM aHOMAsbHOro KJloHa. Ha-
npumep, 0 XPOMOCOMHOM MO3auLU3Me HeEOOXOAMMO MOMHUTb
npu AuarHocTike cuHapomoB KnamHdenobtepa u TepHepa,
NMOCKOJIbKY OH B HEKOTOPOW Mepe byaeT onpefensTb Kak Kiu-
HUYECKYIO KapTVHY, TaK U penpoayKTMBHbIN NOTeHUMan naum-
eHTa. CnegyeT OTMETUTb, YTO NPU CUHAPOME TepHepa BaXkHO
BbIACHUTb HE TOJIbKO COOTHOLLEHNE HOPMaNbHOro (46, XX) u
AHOMaJbHOrO (45, X) KNOHOB KJIETOK, HO U HE MPOMYCTUTb, €C/N
TAKOBOW MMeeTCA, KJIOH KNeTOK C Y-XpOMOCOMOW (KapuoTun
46, XY) unn Kaknmu-nmbo ee CTPYKTYPHbIMU abeppaHTHbIMU
BapvaHTamu (abeppauus — TN MyTaLmu, KOTOPbIN N3MeHseT
CTPYKTYPY XPOMOCOM). [1py 3TOM CUHAPOME NaLmeHTbl € Y-Xpo-
MOCOMOW BXOAAT B rpynmny noBbILLEHHOrO pUcKa Nno pasBuUTMio
roHafo61acTom, KOTOpble MOTYT AaBaTb HAYasio MHBA3MBHbIM
HOBOOOPA30BaHUAM M3 3apPOAbILIEBbIX KETOK, Yalle BCero
ancrepmuHomam. MosTomy Hannume NoaTBEP»KAEHHOro MO3a-
numsma 45, X/46, XY — nokasaHuve ana yganeHus Takov roHagbl.

OTaenbHO HeoHX0AMMO CKa3aTb O CTPYKTYPHbIX NepecTpon-
Kax XpoMocoMm. Cpefn HX eCTb Te, KOTOPbIE XOPOLWWO NAeHTUU-
LMPYIOTCA B CBETOBOM MUKPOCKONE, HE BbI3bIBAOT COMHEHUIA Y
LMTOreHeTUKOB NPY NOCTAaHOBKE AMarHo3a 1 He HyXJaloTCA BO
BTOPOM YpPOBHe nccrefoBaHuin. UsmeHeHna cTpyKTypbl Xpo-
MOCOM — 3TO HapyLUeHue LenocTHocTn monekynbl HK xpomo-
COMbI, KOTOPOE BbIMMAANT NO-pa3HOMy: MOTepA MmaTepuana (ge-

MepBbiit ypoBeHb UccnefoBaHuii (KapuoTunupoBanue)

KAPUOTUN

A

[ Kapuotun HopmanbHblii }

N

[ Kapnotun aHomanbHblit }

KnuHnyeckaa KapTUHa

Knunnyeckasn kaptuna
NpuUCyTCTBYET

OTCYTCTBYET

)

) {

HanpaBneHue Bpaya reHeTMKa/uuToreHeTUKa Ha
BTOpOﬁ YpoBeHb ANArHOCTUKKN

Bropoit ypoBeHb uccneposanuii (metoawi FISH)

[ KAPUOTHI ]
e + R\
KnuHunyeckasn KapThHa, AaHHbI€ aHAaMHe3a, He MAEHTVI(I)MI.IMpOBaHHaﬂ Ha nepsom YPOBHE
XpOMOCOMHasA nepecTpoiika (HanpaBneHue)
e 1

HononHutenbHbiit TecT ¢ | | [loNONHUTENbHDIN TECT C UC
ucnonb3oBanuem LSI, TEL,
CEP n ppyrux

npo6 JHK

ANA MUKPOAENeLOHHbIX
CMHAPOMOB

nonb3oBaHuem LSI npo6 IHK| | ncnonb3osannem WCP npo6 | [BbiasBNeHnA Mukpoaeneumii/

JlononHuTenbHbIN TECT C JononHuTenbHbIN TECT ANA

IHK ana ananu3sa cTpyKTyp- | MUKPOAYNANKALMIA MeTOA0M
HbIX nepecTpoex CGH nnu Array (GH J

PUCYHOK. ANMTOPUTM LIMTOFEHETUYECKOM SUATHOCTUKI

LSI - nokyc-cneynduyeckme, Tel — renomeptbie, CEP — uentpomepHbie npo6bl JHK; WCP — npo6bi Ha Bcio xpomocomy; CGH — cpaBHuTenbHas reHomHan rnbpuamsaums; Array (GH — uunoBas TexHuka
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neumn), nepemelleHmne yyacTka ogHOM XPOMOCOMbI Ha APYryto
UM obMeH XPOMOCOM YyyacTKamu (TpaHCoKauus), ABOMHOM
pa3pbiB 1 MOBOPOT CErMEHTa XPOMOCoMbl Ha 180° (MHBepcusA),
LOMONHUTENbHBIN B KAPUOTUNE GparMeHT Kakon-nnbo Xpomo-
Ccombl (MapKepHas) 1 MHOroe gpyroe.

Bce cTpyKTypHble M3MEHEHMA XPOMOCOM MOXHO pPa3fenuntb
Ha OBa Tuna: c6anaHCMpoOBaHHble N HecbaNaHCMPOBaHHbIe,
UTO COOTBETCTBEHHO MPUBOAUT K CHANaHCMPOBAHHbIM UM
HecbanaHCMPOBaHHbIM KapuoTtunam [1]. HecbanaHcpoBaHHble
XPOMOCOMHbIE MEepPecTPOrKM (peneunn, gynianKauum, nHcep-
LMN-BCTaBKM, CBEPXUYMCIIEHHbIE MapKePHbIE XPOMOCOMbI U Ap.),
KaK NpaBuio, MEKT KIMHNYECKYIO KapTUHY nposaBneHua. Ha-
NPOTKB, MaLMEHTbl CO cOaNaHCUPOBAHHBIMU NePecTPoKamy B
TaK Ha3blBaeMOM «COanaHCMPOBAHHOM KapuOTHMeE» MOTYT fiaxe
He Mopo3peBaTb O CBOWIX «CKPbITbIX» Mpobiemax, NOCKOMbKY
OHV PpeHoTUNUYECKU (PeHOTVN — NPOABIIEHVE KapUOTUMa) HOP-
MasbHbl 1 310POBbI. K TaKM XPOMOCOMHbIM MepPecTporikam oT-
HocATCA TpaHcoKauum (PO6epTCOHOBCKME 1 MHOXECTBO peLn-
MPOKHbIX), IHBEPCUU U HEKOTOpPbIe Apyrie abeppauuu.

[nAa naumeHTOB-HOCMTENen CyLecTByeT MOBbIWEHHbIA PUCK
poxaeHnsa 6onbHOro pebeHka ¢ HecbanaHCMPOBaHHON nepe-
CTporKkon. Mapkepamu MOBbILWEHHOrO PUCKa A4 3TOW rpynnbl
MaLMeHTOB ABNAIOTCA becnnoaye (MepBUYHOE/BTOPUYHOE), Npu-
BblYHOE HEBbIHALUMBaHMe, NpeablayLlee poXKAeHME B CEMbe pe-
6eHKa CO MHOXXECTBEHHbIMM MOPOKaMU Pa3BUTKA, YMCTBEHHON
OTCTanocTbio 1 ap. [o3Tomy 3agaya LUTOreHETUKOB COCTOUT B
YCTaHOBMIEHNM TUMNa NePeCcTPONKN C MaKCMMasibHO TOUYHOW Jo-
Kanm3auuenm TOYek pa3pblBOB Ha Xpomocome. Ha 3Ttom stane
MOXeT MoHafobuTtbcs FISH-nccnegoBaHre BTOpPOro ypoBHs ¢
Mcnosb3oBaHMemM pasnnyHbix npob [HK. BaxkHo Takke mnpa-
BUJIbHO UHTEPMNPETUPOBaTb MOJyUYeHHble pe3ynbTaThbl, 06s3a-
TENbHO yKa3aB Ha MX COOTBETCTBUE/HECOOTBETCTBME MPUUNHE
obpalleHus nayueHTa. Mpu NpoBefeHNN aHaM3a HEOLIEHVIMYIO
MOMOLLb OKa3blBaeT HanpaB/eHne, MakCMasibHO MHGOPMATVB-
HO COCTaB/IEHHOE Bpayamu ApYrux cneumanbHOCTeNn.

Kak npaBuno, nccnegoBaHvie KapuoTtuna pebeHka ¢ Ton unm
VHOW XPOMOCOMHOW aHOManuen CYMTAeTCA 3aBepLUEHHbIM
TONbKO MOC/NEe KapuOTUMUPOBAHUA POAUTENEN N BbIACHEHMWA
NPUPOAbl MPOUCXOXAEHNA AAHHOWN NepecTponKkn (MaTepuH-
CKaAa/oTLIOBCKAA WM BO3HMKLLASA de novo). DTO BaXKHO He TOJb-
KO Ans npobaHfa, HO 1 ANA NpeHaTasbHOW MPOGUNAKTIKM
XPOMOCOMHOW NaToNIOr NPU NOCeAyoLWrX 6epemMeHHOCTSX.

Hanpumep, npu TpaHcnokaumm obmeHa mexay ABYMSA Xpo-
MOCOMaMVi, HaZIEHHOW Y poAnTeNsA-HOCUTENs, PEOEHOK MOXeT
YyHacnegoBaTb TaKylo e Mapy M3MEHEHHbIX XpoMocoMm. Torga
€ro KapuoTuM aHanornmyeH KaproTummny 340pOBOro poanTeNna-Ho-
cutens, 1 B 95% oH 6yneT 3gopoB. Ho ecnn npobanp yHacneno-
BaJl TOJIbKO OfHY XPOMOCOMY 13 Mapbl U3MEHEHHbIX, TO Kapro-
TUN ClegyeT cunTaTb HecbanaHCMpoBaHHbIM, 1 pebeHoK byneT
6oneH. B cnyuae xe, Korga pebeHoK co cbanaHCcMpOoBaHHbIM, KaK
Y poauTeNA-HOCUTENSA, KAPUOTUMOM UMEET aHOMaNM Pa3BUTUA
WU YMCTBEHHYIO OTCTaNIOCTb, HEOOXOAMM MOUCK MUKpopesne-
LiA/MUKPOZYNANKALNIA Kak B TOUYKaX Pa3pbiBOB XPOMOCOM, Tak
N B LENIOM reHOMe, KOTOpPble He BbIABMAITCA KapuoTUNMPOBa-
Hem. Takum naumeHTamM NokasaHa AnarHoCTUKa METOOM CpaB-

1 04_ PerpogyKTvBHa eHgOKPUHOIIONis

ISSN 2309-4117

SKCMEPT B IABOPATOPHOW

ANATHOCTUKE
®

HUTENIbHOW reHomHoun rmnbpuansaumm (CGH wnnm Array-CGH),
KOTOPbIV NO3BONAET ANArHOCTMPOBATb aHEYMIONANN N MUKPO-
CTPYKTYpPHbl€ aHOMannM OLHOBPEMEHHO BO BCEX XPOMOCOMAX.
B HacTofAlee BpemsA MCNONb30BaHNE MUKPOUMMOBBIX TEXHOJO-
rMiA MO3BOJMIAIET [OMONIHUTENIBHO OOHAPYXWTb XPOMOCOMHbIE
MUWKPOAHOMANIMU NPUOAN3UTENBHO B 6% CJTy4YaeB npu HOpMasb-
HOM/c6anaHCMPOBaHHOM KapuoTumne nauueHTa.

[unarHocTrka BTOporo yposHA FISH-meTogom Take nokasa-
Ha Npy MUKpoAeneLoHHbIX cuHapoMax (MC) (tabn.). YacToTa
BO3HVKHOBeHNA 6onblueit yactu MC KpaliHe HeBenuKa: nopsm-
Ka 1 cnyyana Ha 50-100 TbicAY HOBOPOXKAEHHbIX. Kak npasuno,
notepu HebGoOMNbLINX GPArMeHTOB FreHETUYECKOrO MaTepuasna He
BVAHbI B CBETOBOWM MMKPOCKON 1 HY>XJAlTCA B UCCNE[0BaHNM
BTOpOro ypoBHA meToaom FISH c ncnonb3oBaHuem nokyc-cneum-
dunuecknx (LSI) npo6 OHK K KpuTUUYeCKUM permoHam Toro uam
nHoro MC. Ba)kHO aKkLEeHTMpPOBaTb BHUMaHME Ha CleayloLlem:
KapuoTtunuposaHue npu MC ucknioyaet Hannumne B KapnoTtune
KaKoM-NnMbo MaKpomnepecTporikn (Hanpumep, TPaHCIoKauum),
KOTOpasA MOrfa 3afeTb KpUTUYECKME PErMOHbI ANA OonpeaesnieH-
Horo MC, a meTog FISH c LSI npo6amu JHK nckntoyaeT Hannune
MuKpogeneunn. Ho npubnmnsutensHo B 25% ciiyyaeB npu Hanu-
UMK KITMHMYECKOW KapTrHbI CMHAPOMA He YaeTcsl OOHAPYXUTb
Kakux-nmbo MaKpO/MUKPOM3MeHeHN B KapuoTune. B Takumx
CJlyyasix MOXKHO mpepnosnaratb Hanuuve 3¢pdeKkrTa reHOMHOro
VUMMPUHTUHIA 1 BO3MOXHbIX OfHOPOAUTENbCKNX ANCOMUI (T. €.
NPOUNCXOXEHKEe Napbl FOMONIOMMYHbIX MAEHTUYHbIX XPOMOCOM
OVNOVAHOIo OpraHn3Ma 13 reHoma OgHoOro U3 poanTenei). 3To
MOXKHO pacCMaTpMBaTb Kak SMUreHOMHbIN YPOBEHb AMAarHOCTU-
K1 paboTbl reHoB. Hanpumep, y 20-30% 605bHbIX C CUHAPOMOM
Mpagepa-Bunnu ¢ nomowbio metogos MLP 06HapyxrBatoT e
Konun 15- MaTePUHCKON XPOMOCOMbI MPY OTCYTCTBUMN OTLIOB-
CKOW KOnuun. 3TO 1 onpefenseT KIMHUKY CMHApoMa npu abco-
JIIOTHO HOPMAJIbHOM KaproTune.

Mo3ToMy NMOUCK MyTauuii MO HEGONbLUMM FEeHHbIM JTIOKYCam
(meTopbl MUP, FISH) npu knuHnueckon kKaptuHe MC He ncknto-
YaeT KapnoTUNUPOBaHME, a JOMOMHAET ero. To e Kacaetca u
HEKOTOPbIX APYrMx XPOMOCOMHbIX CMHAPOMOB. Hanpumep,
cnHgpom MapTtuHa-benn, nnm nomkom X-XpOMOCOMbI Xapak-
Tepusyetcs ee ¢paruibHOCTbIO B cermeHTe Xg27.3, KoTopas
BbIABNAETCA B CreLuanbHbIX YCIOBUAX KYNbTUBUPOBAHNA Kie-
TOK B cpefie ¢ geduuntom dbonveBon Kncnotbl. GparusibHbIii
cant nonyumn obo3sHaveHne FRAXA, a paclundpoBaHHbIV FeH —
FMR1 (Fragile site Mental Retardation). 9ToT reH cBA3aH ¢ pas-
BMTMEM YMCTBEHHOW OTCTanoctu 1-ro Tuna. Xota 6onee Tou-
HbIM B AUArHOCTUKE JAHHOro CUHApPoMa Asnaetca metog MLUP,
BCE K€ OH He MCK/I0YaeT KapnoTUNMPOBAHNA MO BbIABNEHMUIO
CTPYKTYPHbIX MepeCcTpoeK B KapmoTumne Takoro nayuneHTa.

MopobHbIM 06pa3om nocTynaT ¢ jiokycom SRY  (Sex-
determining Region Y), KoTopbli onpepenseT pa3BuTME MO
MY>KCKOMY TUMY 1 PacrosioXKeH B KOPOTKOM rieye Y XpOMOCOMb
(Yp11.3). Npu noTepe 3TOro yyacTka Uav reHHbIX MyTaumax B Hem
beHoTVIN ByAeT XKeHCKUM NPpU My»CKOoM KapuoTune 46, XY (CMHg-
pom CBariepa). HanpoTuB, npu »eHcKoM Kapuotune 46, XX, HO
NPUCYTCTBMU BCTPOEHHOTO B pe3ysbTaTe TpaHCIoKaumm B X Xpo-
MOCOMY WM Aake ayTOCOMy (He MonoBas XPOMOCOMa) NIOKyca C
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TABJTULIA. HEKOTOPBIE HO30JIOTMYECKUE ®OPMbI, COMPOBOXOAKLWMECA MUKPOCTPYKTYPHBIMW AHOMANTAMM XPOMOCOM®

Cunppom XpomocomHas aHomanus Cunppom XpomocomHas aHomanus
KopHensu ne Nlaure del (3) (q26) Npagepa-Bunnn del (15) (q11.2—q13)
Bonba-XupwuxopHa del (4) (p16) ArenbmaHa del (15) (q11.2—-q13)
«Kowaybero Kpuka» del (5) (p15.5) (muTa-Maretnca del (17) (q11.2)

Bunbsmca del (7) (q11.2) Munnepa-[lnkepa del (17) (q13.3)

Cmuta-Nlemnn-Onnua
JNanrepa-nanoHa n TpuxopuHOGanaHroBbIi CUHAPOM 1-ro Tuna
BuaemanHa-beksuta

del (7) (g31)
del (8) (q24.1)
dup (11) (p15.3)

del (22) (q11.21)
del (22) (q11.2)
del (X) (q22.1)

[ [Dxopaxu v BenokapanodaluanbHblii
«Kowaubero rnaza»
MbiwweuHble auctpodum JiowuerHa v bekkepa

* del - neneumna, dUp — Jynnnkauuna, p — KOpoTKoe nnevo XpomoCcombl, q — [JIMHHOE Nje4o XpoMoCOMbl

reHom SRY, deHoTun OygeT myckum (cuHapom fe na LWanens).
MosTomy Npy HECOOTBETCTBMNM MOfa NauyeHTa 1 ero KaproTmna
Heo6X0AMMO MPOACIIKNTL AUArHOCTMKY MO Noucky SRY-nokyca
FISH-meTogom nnu myTtauuii B 3Tom nokyce metopamu MNLIP.

YuntbiBasi TAXKECTb XPOMOCOMHbIX 60ne3Hen n 0cobeHHo-
CTU NCUXMKU NALUEHTOB C TaKNMU 3a00neBaHUsAMM, MPUKa3oM
N° 641/84 MO3 YkpauHbl oT 31.12.2003 «[po BOOCKOHaNEHHSA
MeANKO-reHeTUYHOT JONOMOrn B YKpaiHi» pernaMeHTMpoBaHo
NX KOHCYNbTUPOBaHME B X0fe LMTOreHeTUYeCKon ANarHoCTur-
KI: 3aKJIl0YEeHMe C aHOMasTbHbIM KapyOTUMOM JOKEH Pa3bAC-
HUTb NaLMEHTY TOJIbKO Bpay-reHeTuK.

BbIBOAbI

TaknM 06pa3om, XPOMOCOMHbIEe 6ONIE3HU — TO TsXKesble 3a60-
NeBaHuis, KOTOPbIE, KakK NPaBWIIO, COMPOBOXAAOTCA MHBANUAU-
3aumen nauneHToB. MeguKo-reHeTNYeCcKoe KOHCYNIbTUPOBaHYe
npegnonaraeT KOMMaeKC NpopunakTUIeCcKMx MeponpuaTuii no
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LIUTOrEHETUYECKAA AUATHOCTUKA: 0COBEHHOCTN MOCTHATANIbHOTO KAPMOTUNUPOBAHUA
J1.B. TaBoKuUHa, K. 61on. H., 3aB. MONeKyNApHO-LTOreHeTMYeckoil nabopatopueii MeauuuHckoro uextpa TOB «Mcuna-IVF», Bpau-nabopaHT reHeTyK Bbiciweit kateropum, T. Knes

XpomocomHble 601e3H1 — 3T0 TAXENble 3a00M1eBaHNs, KOTOPbIE, Kak MPaBW0, CONPOBOX/ATCA MHBANMAN3ALMEN NALMEHTOB. MeaNKO-TeHETYECKOR KOHCYNbTIPOBaHIUE
MIPEAN0NaraeT KOMMEKC NPOYUNAKTIAYECKUX MEPONPUATII MO YIPEXAEHINI0 NOABNEHS TaKIX NALMEHTOB B CeMbsX. OHUM U3 BUAOB AMArHOCTUKY STUX 3a60N1eBaHMii ABNAETCA
LIUTOTeHeTUYeCKas AMArHOCTUKA — KOMMEKC TPAANLIMOHHOTO KapUOTUNIPOBAHNSA U Pa3NiAuHbIX TeXHUK MeTopa FISH. Moka3aHuem A Takoro TecTMpoBaHuA ABNAITCA MHOXECTBEHHbIE
BHYTPUYTPOGHbIE NOPOKY Pa3BUTUA M MUKPOAHOMANIUH, PA3InuHble HEPBHO-NICUXMYECKIE HAPYLLEHNS, HAPYLUEHVE NONIOBOTO Pa3BUTHS, CTUTMbI AU3IMOPUOTeHe3a, BHYTPUYTPOGHOE 1
M0CTHATIbHOE OTCTABaHUE B POCTE 11 Pa3BIUTUM, AYTU3M, 33J1EPXKKA PEU, TRYAHOCTI B 06yueHN!M.

KnioueBble cnoBa: XPOMOCOMHbIe 60n1e3HM, LUNTOreHETMYECKAsA ANArHOCTIKA, NOCTHATaIbHOe KapuoTtunupoBaHue.

LIUTOTEHETUYHA AIATHOCTUKA: 0COBJIMBOCTI MOCTHATAZIbHOIO KAPIOTUNYBAHHA

J1.B. TaBoKiHa, k. 6ion. H., 3aB. MoneKynApHo-LToreHeTuuHot nabopartopieto Meauuroro uentpy TOB «lcina-IVF», nikap-nabopaHT reHeTuk BuLLoi Kateropii, M. Kuis

XpomocomHi XBopobu — Lie Baxkki 3axBOPIOBAHH, AKi 3a3B14ail CyNpoBOKYHTLCA iHBaNiA3aLli€t0 NaLlieHTiB. MeauKo-reHeTMYHe KOHCYTYBaHHA BKKUAE KOMMEKC NPOdINaKTIYHIX
3aX0piB LL0AA0 MONEPE/KEHHA NOABI TaKuX XBOPUX y CiM'AX. OZHIUM I3 BUAIB AiarHOCTUKM LvX 3aXBOPIOBAHb € LiUTOTEHETUYHA AiarHOCTUKA — KOMMIeKC TpaULiiHOTO KapioTUMYBaHHA Ta PisHNX
TexHik meTogy FISH. Moka3aHHAM AN TaKoro TeCTyBaHHA € MHOXINHHI BHYTPILLHBOYTPO6Hi Bagu po3BuTKY abo MikpoaHomanii, pi3Hi HepBOBO-NCUXIYHi NOPYLLEHHS, NOPYLLEHHA CTaTeBOTO
PO3BUTKY, CTUrMI i3eMbpioreHe3y, BHyTPILUHBOYTPOOHe i NoCTHaTaNbHe BifCTaBaHHA B POCTi Ta PO3BHUTKY, ayTU3M, 3aTPUMKA MOBJIEHHEBOTO PO3BUTKY, TPYAHOLL Y HABYAHHI.

Kniovogi cnoBa: XPOMOCOMHi XBOp06VI, LUTOreHETUYHA AiarHOCTUKA, MOCTHATA/IbHE KapioTUNyBaHHS.

CYTOGENETIC DIAGNOSTIC: FEATURES OF POSTNATAL KARYOTYPING

L.V. Tavokina, candidate of biological sciences, head of Molecular cytogenetic laboratory, Medical Center LLC"lsida-IVF’, physician laboratorian geneticist of the highest category, Kiev
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Chromosomal diseases are serious diseases that are usually accompanied by a disability of patients. Medical and genetic counselin? involves a comrlex of preventive measures to
r?fphylaxis the birth of such patients in families. Cytogenetic diagnosis is one of the diagnostic type of these diseases — this is a complex of traditiona
erent FISH technics. The indications for this test are multiple congenital malformations/microanomalies ,various neuro-psychiatric disorders, sexual development disor
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disembriogenetic stigma, prenatal and postnatal growth and development retardation, autism, delayed speech development, learning difficulties.

Keywords: chromosomal diseases, cytogenetic diagnostics, postnatal karyotyping.
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