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MpencTaBneH cnyyai ceMeHoN peLmnpokKHOI TpaHcnoKaLmmn Mexay xpomocomamu 1 1 2. O6cyxaatoTcs NPUHLMMNLI MEAUKO-Te-
HETUYECKOro KOHCY/IbTMPOBAHUA U 0COOEHHOCTU NPUMEHEHNS COBPEMEHHBIX 1 KNacCUYeCcKMX MeToA0B AMarHOCTUKI CTPYKTYPHbIX

XPOMOCOMHbIX abeppaLmii y NaumeHToB.
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Brenenne

PeunnpokHble TpaHCIOKALMU SIBASIIOTCS CaMOU vac-
TOW CTPYKTYPHOU XPOMOCOMHOM MEpPEeCcTPOMKONW U BBISIB-
nsoTesa y 1 u3 500 ven. [1]. HocuTeabCTBO peLUIIPOKHBIX
TPAHCJIOKAMI HE COMPOBOXAAETCH KIMHUYECKUMU U de-
HOTUITUYECKMMU MPOSIBIICHUSIMU U BBISIBISETCS, KaK Mpa-
BUJIO, CllyyaiiHO, JIMOO TO TOBOLY POXAEHUSI pebeHKa
C MHOXECTBEHHBIMU BPOXIEHHBIMU MOPOKAMU PA3BUTHUS
(MBIIP) u/unu anHoManusiMu pa3BUTUSL, 1100 Mpu oodce-
JMOBAaHUU CYMPYXKECKUX Map C perpoayKTUBHBIMU MPoOJie-
MaMu [2]. BoaplmHCTBO cOaJaHCUPOBAHHBIX IIEPECTPO-
€K, a TakXe HecOaJaHCUPOBAHHBIX BADUAHTOB B Pe3yJibTa-
T€ PA3JIMYHBIX TUIIOB MEHOTUUYECKON cerperaluuu y Xu3-
HECMOCOOHBIX dMOPUOHOB SIBJISIETCS CJIEACTBUEM POIU-
TeJbCKUX PELUUMPOKHBIX TpaHchaoKaluii. OObIYHO Takue
TpaHCJOKALMM 3aTparMBaloT KOHIIEBbIE (TepMUHAIbHbBIC)
paiioHbI IBYX, PEXe TPeX, XpOMOCOM U BU3YAJIU3UPYIOTCS
MpU CTAaHAAPTHOM IIUTOTEHETUYECKOM HCCJIeIOBaHUM.
B cayuasx, korga pazmep TPaHCIOLMPOBAHHBIX CETMEH-
TOB cocTanisieT MeHee 10 MJH MM.H., YTO HAXOAUTCS BHE
pa3peliaplieii CrmoCOOHOCTU CBETOBOM MMKPOCKOIUMU,
ocoboe 3HaueHUe NpruoOpeTaloT MOJEKYISIPHO-LIUTOIeHE -
TUYecKue ucciaenopanus. [1pu Hanuuum cyOMUKPOCKOIU -
YeCKOro XpOMOCOMHOTO AucOanaHca BCJIeACTBUE MaToJ0-
TMYECKON MEMOTUYECKOW cerperaiuuu poauTebCKUX pe-
LIMTTPOKHBIX TPAHCIOKAIUI IIMPOKO MTPUMEHSIETCS METO/I
XPOMOCOMHOI'0 MUKpOMaTpuuyHoro aHamusa (XMA), mo-
3BOJISIIOLIMAYN BBISIBJSATh T€HOMHBIN AucOagaHC pa3MepoMm
or 100 1.m.H. [3]. OgHaKO CYIIECTBEHHBIM HEIOCTaTKOM
METOJIa SIBJISIETCS HEBO3MOXHOCTD BbISIBIEHUS cOalaHCU-
POBaHHBIX TPAHCIOKALIMH.

Menuko-reHeTUYecKoe KOHCYJbTUPOBAHUE TMallMEHTOB
C TEHOMHBIM IMCOAIaHCOM U UX CEMEU B CBSI3U C IIMPOKUM
BHEJIPEHUEM B JIAOOPATOPHYIO MPAKTUKY METOJ0B MOJIEKY-
JISPHOW M MOJIEKYJISIPHO-LIUTOT€HETUYECKOW TUAarHOCTUKU
B IIOCJeIHee BpeMsl IIpUOOpeTaeT CBOM OCOOEHHOCTH.
B naHHOM MccnenoBaHUM MPEACTABICH PE3YJIbTaT KOMITIEK-
CHOTO TO/IX0/Ia K JMArHOCTUKE TPAHCIOKALMM MEXIY XpO-
Mocomamu 1 u 2.

Marepuajibl 1 METOIbI

LuToreHeTHYeCKOe UCCIeNOBaHUE MPOBOAMUIN Ha Mpe-
mapatax POTA-CTUMYIMPOBAHHON KYJIBTYPbl JUMQOLIMTOB
nepuepruuecKoil KpoBH, MPUTOTOBIEHHBIX CTAHIAPTHBIM
metonoMm. [list XMA ucnonb3oBanu oopasiiel JJHK manmeH-
ToB. B kauecTBe miaTdhopMbl 1151 poBeaeHuss XMA npume-
HSUTA OJIMTOHYKJICOTHUIHBIE MUKPOMATPUIIBI BHICOKOM TJIOT-
Hoctu Cytoscan™ HD (Affymetrix®, CILA), conepxauine
2 696 550 mapkepoB (1953246 HeomMMOPGHBIX MapKEPOB 1
749157 SNPs), B COOTBETCTBUU C MPOTOKOJOM MPOU3BOAM-
Tesl.

dnyopecleHTHYIO in situ rubpuansaunio (Meton FISH)
npoBoauian ¢ ucrojb3oBanreM JHK-30H10B Ha cyOTeno-
MepHbIe yyacTku xpoMocoMm 1 u 2: TelVysion 1p, TelVysion
1q, TelVysion 2p, TelVysion 2q (Abbott Molecular). /leHaTy-
pauus, TMOpuau3alus ¢ UCTOoIb30BaHUeM cucTeMbl Ther-
moBrite StatSpine (Abbott Molecular) u moctrubpuansanu-
OHHAasl OTMbIBKA MPOBOJAWINCH MO MPOTOKOIY DUPMBI-TIPO-
u3Boautessi. FISH-ananu3 ocylnecTBisuim Ha JIOMUHUC-
LHeHTHOM MuKpockore Axiolmager.M1 (ZEISS) ¢ ucrnomis-
30BaHMEM IpPOTpaMMbl IIU(PPOBOro aHajau3a M300paKeHusI
Isis (MetaSystems, Germany).

Pe3yabtaTtel H 00CyXKIenune

Cymnpyxeckasl Iapa MHOBTOPHO oOpaTujach 3a MeIu-
KO-TeHETMUECKOU TOMOIIIbIO B CBSI3U C HEOJArONpUsTHBIM
PeTPOIYKTUBHBIM aHAMHE30M: TTIOBTOPHBIMU ClIydasiMu Oe-
pemeHHocTH TiogamMu ¢ MBIIP u poxneHuewm aeteit ¢ aHo-
MaJIbHBIM (DEHOTHUIIOM.

M3 anamHe3a ceMbM U3BECTHO, UTO TepBasi OepeMeH-
HOCTb 3aKOHYMJIACh AHTEHATAJIbHOIN TMOeNblo TUIoNa MYXK-
CKOTO M0Jjia, MPU 3TOM Y Hero ObUIM AMarHOCTUPOBAHBI 3a-
JIepKKa BHYTPUYTPOOHOIO pa3BUTUs U ruapouedanus. de-
BOYKa, POXIEHHAsl B pe3yJbTaTe BTOPOWl OEepeMEeHHOCTH,
CKOHYaJIaCh B HEOHATAJILHOM MEPUOJIe, Y Hee HAOI0Aau Te
K€ aHOMaJMM, YTO U y MEepBOro IJIoja, a TakKXe TeTpary
®ajio; KapuoTHI ONpeIesieH KaK HOPMaJIbHbII KEHCKUIA.
Tpetbsi GepeMEHHOCTb 3aKOHUMJIACH POXICHUEM IEBOYKHU
C aHOMaJIbHBIM (hDEHOTHUIIOM, T10 TIOBOJIY Yero ObLIO MPOBE-
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Puc. 1. Pesynbtat rubpuomsaumm ¢ OHK-3oHa0M Ha cyb6TenomepHble
panoHbl XpOMOCOMbI 1: GpparMeHT MeTadasHom NIacTUHKK.
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Puc. 2. A, B. ®parmeHThl MeTahasHbIX NNACTVHOK C AePUBATHBIMU XPO-
Mocomamu 1 1 2 B pesynbrarte t(1;2)(g42.3;937.3).

JIEHO MOJICKYJISIPHO-IIMTOTEHETUYECKOE MCCIIeIOBAHUE C UC-
MOJIb30BaHUEM CPaBHUTEIbHOM TeHOMHON TMOpUIU3ALIUY U
BBISIBJICHA JAeJeLNs] JJIMHHOTO IJieda XpOMOCOMBI 2: ish cgh
dim(2)(q37.3qter).

Co cJI0OB MalMeHTOB, 000MM ObLIO IIPOBEAEHO CTAHAAPT-
HOE LIMTOTeHETUYECKOE UCCIIeI0OBAHNE, KOTOPOE HE BBISIBU-
JIO aHOMaJIM{ KapuoTUma HU y ofHoro u3 cynpyros. C yue-
TOM CEeMEITHOTro aHaMHe3a Maphl MPU MEIUKO-TeHETUUECKOM
KOHCYJIbTUPOBAHUM ObLIO PEKOMEHI0BAHO MPHU BCEX MOCIe-
JYIOLIMX HACTYMUBUIMX OEPEMEHHOCTSIX HAa PaHHUX CPOKax
rccenoBaTh TeHOTHI TII0/1a.

[Ipu ouepenHoit GepeMeHHOCTH Ha CpoKe 12 Henesb BbI-
MOJIHEHA TIpeHaTalibHasl AMarHocTuKa MetogoM XMA, nipu
3TOM Yy TUIOAAa OTCYTCTBOBaJM 3Xorpaduueckvue MapKepbl
XPOMOCOMHBIX aHOMaJIMii. MoJIeKy/IsipHOe KapUOTUITMPOBa-
HME TO3BOJIWJIO BBISIBUTH IYIJIMKALMIO JJMHHOTO Ijieya
xpomocombl 1 (1g42.3-q44) pasmepom 13,7 MJIH I1.H. U Aelie-
M0 JUIMHHOTO TJIeYa XpOMOCOMBI 2 pa3MepoM 3,3 MIIH I1.H.
(2q37.3): arr 1q42.3q44x3,2q37.3x1.. bepemeHHOCTb OblIa
npepBaHa.

Wcxons u3 pesynbratoB XMA 11o1a nNpoBenIeHo MoJie-
KYJISIPHO-LIUTOT€HETUYECKOE UCCIIEOBAHUE PONUTENCH Me-
tonoMm FISH ¢ IHK-30oHmamu Ha cyOTeoMepHbIe paliOHBI
xpomocoM | 1 2, Ipu KOTOpOM ObLIa BBISIBJIEHA PELUMPOK-
Hasl TpaHCJIOKAIIUSI ¢ BOBJICUEHUEM JUTMHHBIX TIJIEY XPOMO-
coMm 1 u 2 y marepu (puc. 1).

PeBusus kapuotuna c paspeiieHueMm 550 03HIOB y ma-
LIMEHTKW TOATBEpAMJIA PELUUNPOKHYIO TPaHCIOKALMIO:
46,XX,t(1;2)(q42.3;q37.3) (puc. 2 A,B).

PennnpokHbie MepecTpoiiky, 3aTparvBaollre TepMU-
HaJIbHbIE YYAaCTKU XPOMOCOM, SIBJISIIOTCSI CAMBIMU YaCTbIMU
CTPYKTYPHBIMM XPOMOCOMHBIMU abeppaiiusiMu. B HekoTo-
pBIX CJydyasix, TPy BOBJIEYEHUU TPAHCIOLMPOBAHHBIX Cer-
MEHTOB pa3mMepoM MeHee 10 MIIH I1.H. TIpY CTaHIaPTHOM 1I1-
TOTEHETUYECKOM HCCIEI0BAHUM KAPUOTUIl OIpPEAEseTcs
KaK HOpMaJibHbIi. Takum 00pa3oM, 4yacTh NMalMEHTOB OCTa-
eTCsl HeI000C/IeIOBAHHON M TTOBTOPHO TIOMNAajaeT B I0JIe
3peHUs] Bpayeii-reHeTMKOB TpU Hepa3BUBalollelics Oepe-
MEHHOCTHU WJIU €€ CIIOHTAHHOM TpepbIBAHUU, a Takxke Oepe-
MEHHOCTU U poxaeHuu nereir ¢ MBIIP.

B npencraBieHHOM cilyyae OAMH M3 TPAHCJIOLIMPOBaH-
HbIX cerMeHTOB (2q37.3) melCTBUTENbHO ObLT CYyOMUKpPO-
CKOMMYEeCKUM, 3,3 MJIH I.H., U MOT HE BU3yaJIU3UPOBATHCS
MpU CTAaHIAPTHOM LIUTOT€HETUYECKOM MCCIIeIOBAHUU, OCO-
OEHHO TPU BBICOKOM CTETNEHU CIUpau3aluy MeTadasHbIX
xpomocom  (300—400  O63HmoB). OpHako  pa3mep
13,7 MJIH T1.H. ¥ JIOKQJIU3a1MsI BTOPOTO TPAHCIOUUPOBAHHO-
ro cermeHra (1q42.3-q44) npenonpeneynsitoT MU3MEHEHUE
MOp(OJOTUM JAePUBAHTHBIX XPOMOCOM IIpU JTAHHOI mepe-
CTpOIiKe, KOTOpble MOTYT ObITh BBISIBJI€HBI MPU CTaHAAPT-
HOM LIUTOTEHETUYECKOM UCClIeJOBaHNU Ha ypoBHE 550 6oH-
noB. [lo-BuanmMomy, ULMTOTeHETHYECKME MCCIIe0BaHMSI,
MPOBEICHHbBIC paHee CYMPYXKeCKOi mape U 0JJHOMY U3 POXK-
JEHHBIX JEeTe, BBIMOJHSJIUCh C HEIOCTATOYHBIM pa3pelle-
HMEM, YTO HEe TIO3BOJIMJIO OTPENEIUTh HATMIUE XPOMOCOM-
HOW aHOMAaJIUU.
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YIuBUTEBLHO, YTO MPU MCCIIEIOBAHUY T€HOTHIA IPYTO-
IO POXICHHOTO pebeHKa METOJOM CPaBHUTEJIbHON TeHOM-
HOI1 rMOpuan3alu Oblla TUarHOCTMPOBAaHA TOJBKO Jefie-
1IMST yJacTKa IJIMHHOTO Tuieya XpoMOCOMBI 2. JlaHHbBI maT-
TEPH Cerperamunu XapakTepeH TOJIbKO ISl TaTOJOTUYeCKO
cerperaiuy cOaJlaHCUPOBAHHBIX WHCEpLUi, 10O TaKou
nucOagaHC BO3HUK BCIIEACTBUE de novo mytauu [4]. Takoit
pe3yJabTaT MOI TPUBECTUM K OIIMOOYHOMY 3aKIIOYEHUIO
O MPOUCXOXIECHNUMU TaHHONH XPOMOCOMHOM MEPECTPOMKU U
HeTpaBUJIbHOMY OMPEAEJIEHUIO TOBTOPHOTO PUCKA MPU Me-
JIMKO-TE€HETUYECKOM KOHCYJIbTUPOBAHUU CEMbU.

Bricokopaspetaroinnii Metoq XMA Mo3BOJIUI HE TOJIb-
KO BBISIBUTH XPOMOCOMHBII TUCOaIlaHC Y OTHOTO U3 TIJI0/IOB,
HO M JaJl OCHOBaHUe s mpoBeneHus tapretHoit FISH n
MUAarHOCTUKU CEMEMHOTO HOCUTEJIbCTBA PELMITPOKHOM
TPaHCJIOKALIUU.

JlaHHYI0 POMTENBCKYIO TPAHCIOKALIUIO, & TAKXKE €€ He-
cOalaHCUPOBAHHbIE BAPUAHTBI, MOXHO ObLJIO AMArHOCTUPO-
BaTh TpPU MPOBEACHUU CTaHIAPTHOTO LIMTOT€HETUYECKOTO
HCCIIeIOBaHUSI, OCOOEHHO YUMTHIBAsI OTSITOIICHHBIN ceMeii-
Hbil aHaMHe3. [TloBTOpHBIE OEpeMEHHOCTH W POXKIECHUE JIe-
Teir ¢ aHamornuyHbiMu MBIIP, nomkHBI HacTOpaXuMBaTh
CMEUAJINCTOB U MOOYXIAaTh UX MPOBOAUTH IUTOTEHETUYE-
CKMIf aHaJTU3 C BBICOKMM pa3pellieHreM, a TaKKe K TTpoBee-
Huo XMA y TJ1010B ¢ 3XorpaduaecKuMHU MapKepaMM Xpo-
MOCOMHBIX aHoManuii, nereit ¢ MBITP u/wiu anomanusimu
pa3BuTHUs. BbIsiBIeHME XpOMOCOMHOro aucOajgaHca MeTO-
goM XMA mMo3BOJISIET OIpeAeNUTh AU3aiiH MOJIEKYJISIp-
HO-IIUTOT€HETUYECKOTO MCCIIEI0OBAHNS IS BbISIBJICHUST cOa-
JIAHCMPOBAaHHBIX TpaHCIOKAIM y poauTeseit [3].

Eciu no kakum-nubo npuuyuHaM mnpoBeneHue XMA
HEBO3MOXHO, CJielyeT PeKOMEHI0BAaTh MPUMEHEHUE CKPU-
HUHTOBBIX MOJIEKYJISIPHO-IITUTOTEHETUUYECKUX METOJOB MC-
CJIeIOBAHUS CYMPYKECKUM TapaM C OTSITOLIEHHBIM CeMeii-
HBIM aHaMHe30M, TakuxX, Kak MHorousetHas FISH

(mFISH) u/unu ananus cyOTeOMEpPHBIX YYacTKOB BCEX
XPOMOCOM.

besycnoBHO, Kaxablit ciyyail oOHapy>XeHMsI B CEMbe
XPOMOCOMHBIX abeppalnii TpedyeT MeIuKO-TreHeTUYECKOTO
KOHCYJIbTUPOBaHMSI, OCOOCHHO TpPHU XEJaHUM TMalUEeHTOB
MMETh 3I0POBOE IMOTOMCTBO. IloaToMy HeOIaronpusITHBIM
PENPOAYKTUBHBIN aHaMHe3 TAlMEHTOB MOJIKEH CIIY>XWTb
MOBOJIOM K 0oJiee TIPUCTAIbBHOMY MCCJIETOBAHUIO KapuOTHU-
Ma ¥ K peKOMEHIALIMU UCTIOJIb30BaTh COBPEMEHHbBIE METO/IbI
JNETeKIIMM TEeHOMHOro aucbasaHca M cOaJaHCUPOBAHHBIX
TPaHCJIOKALU.

Takum 06pa3oM, coBpeMeHHbIEe J1abopaTOPHbIE METOIbI
MO3BOJISIIOT BBISIBJISATh 3HAUUTEIBHYIO TOJII0 XPOMOCOMHBIX
abeppauuii y naimeHToB ¢ MBIITP n/unu anomanusmu de-
HOTHUIIA, a TAaKXe B IPYIIe MAlMEeHTOB CO cOaJlaHCUPOBaH-
HBIMU TIepecTpoiikaMu 0e3 KaKuX-I1M00 KIMHUYECKUX IPO-
SIBJICHUI1, B OCHOBHOM MMEIOIIIMX OTSTOILEHHBII pernpomykK-
TUBHBII aHAMHE3.
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The case of familial (1;2) reciprocal translocation is discussed in order to illustrate major principles of genetic counseling and

up-to-date diagnostic approaches used for such patients.
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