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HecbanaHcupoBaHHble Y-ayTOCOMHbIE TPAHCNOKALLMY
0e3 peHOTUNMYECKNX NPOSBAEHUN

MapkoBa X.I'., MunbxeHkoBa M.B., MycatoBa E.B., TapnbiueBa A.A., LLinnosa H.B.
DrEHY «Meauko-reHeTU4ecknin Hay4Hbl LeHTp», MockBa, zhmark7 1@mail.ru

XPOMOCOMHBIV reTEPOMOPPU3M B BUAE YBENMNYEHNS KOPOTKMX MieY akpOLEHTPUYECKMX XPOMOCOM LOBOJILHO HYAaCTO BCTPEYAETCA
NpU LMTOrEHETUYECKO ANArHOCTMKe. B HEKOTOPLIX Cyyasx naeyn MoryT ObiTb YBENMYEHBI 13-3a HECOANAHCPOBAHHOM TPaHCIOKa-
LMK C yHacTMeM reTepoxpomMaTiHa, Yatle Bcero Yq. [JaHHbli eHOMEH MOXET ObiTb 00bSCHEH accoLmaLmein 3TUX XpOMOCOM C KOMI-
nekcom XY B cTagum paHHei naxuteHsl. Hocutenn HecbanaHCcMpoBaHHbIX Y-ayTOCOMHbIX TPaHCNOKaLMiA 06bIYHO UMEIOT HopMaslb-
Hble peHOTMN 1 hepTUbHOCTL. OaHAKO B HEKOTOPLIX CO0BLLIEHNSX ObIN0 Noka3aHo, 4To Hocutenmt (Y;15)(q12;p11) moryT nmeTb pe-
NPOAYKTVBHbIE NPOBNEMbI MU POXAEHWE ETEW C aHOMasbHbIM (GEHOTUMOM. [Py NCNONb30BAHUN MONEKYNIAPHO-LUTOrEHETUYECKINX
MeTo[0B Oblfia faHa noapobHas xapakTepuctuka retepoMopdurama roMosoroB akpoLEHTPUYECKUX XPOMOCOM B YEThIPEX Cly4asix
YBENMYEHHOTO reTEPOXPOMATHHA KOPOTKMX nied xpoMocomsl 14 1 15. FISH-aHanus nossonun onpefennts HecbanaHCMpPOBaHHYIO
TpaHcnokaumio Y;15 B Tpex cnyyasx, n Y;14 — B ogHoM. MIHopmMaLms 0 BapmaHTax reTepoxpoMaTHOBLIX PaNOHOB XPOMOCOM MO3BO-
nsieT 06ecneynTb COOTBETCTBYIOLLEE MEIMKO-TEeHETUYECKOE KOHCY/IbTUPOBAHNE CEMbM.

KnioyeBble cnosa: retepoMopdusmM XpoMocom, Y-ayToCOMHbIE TpaHcnokaumm, gyopecueHTHas in situ rubpuamsaumm (FISH).

ABTOpbI AEKNAPUPYIOT OTCYTCTBME KOHDIMKTA NHTEPECOB.

Unbalanced Y-autosomal translocations without clinical manifestation
Markova Zh.G., Minzhenkova M.V., Musatova E.V., Tarlycheva A.A., Shilova N.V.

Federal Budgetary State Institution «Research Centre for Medical Genetics», Moscow, Russian Federation, zhmark71@mail.ru

Chromosomal heteromorphism, in the form of increasing of the short arms of acrocentric chromosomes, is quite common in
cytogenetic diagnosis. In some cases, these may be increased due to unbalanced translocation involving heterochromatin, most of-
ten Yg. This phenomenon can be explained by the association of these chromosomes with the XY complex in early pachytene. Car-
riers of unbalanced Y-autosomal translocations usually have a normal phenotype and fertility. However, in some reports, it has been
shown that carriers t (Y; 15) (q12; p11) may have reproductive problems or children with abnormal phenotype. When using molecular
cytogenetic methods, a detailed characterization of heteromorphism of acrocentric chromosomes was given in four cases. FISH anal-
ysis allowed us to determine the unbalanced translocation Y;15 in three cases, and Y;14 — in one. Information on the variants of
heterochromatin chromosome regions allows to provide appropriate medical-genetic counseling to the family.

Keywords: Chromosomal heteromorphisms, Y-autosome translocations, fluorescence in situ hybridization (FISH).

JbIIMHCTBe citydyaeB (10 70%) OHM MPEICTaBISIOT COOOI
TPaHCJIOKALIMIO TeTePOXPOMATUHOBOrO paiioHa Yql2 Ha Ko-
pOTKOE TIIeYO aKpOLEHTpuueckoir xpomocoMmbl [3]. Yaiie
BCEro B TPAHCJIOKALIMSIX TAKOTO THUIIA YYaCTBYIOT XPOMOCO-
MbI 15 1 22 (52% 1 33% ciydaeB COOTBETCTBEHHO), pexke —
xpomocombl 21(7%), 13(4%) u 14(4%) [1]. JanHblii dheHO-
MEH MOXeT ObITh OOBSICHEH accolpalyeil 3TUX XPOMOCOM
¢ KoMruiekcoM XY B CTalMM paHHEH maxureHsl [3].
Hocutenu  tpancnokauumit  der(15)t(Y;15)(q12;pl1)
O0OBIYHO MMEIOT HOPMAaJbHBIN (heHOTHIT U (PEepTHILHOCTD
[4]. OmHako B HEKOTOPLIX ClIy4yasX OBLIO OOHApYy:KEHO, YTO

Brenenne

Hecmotpst Ha TO, UTO sIBIeHUE rerepoMopdu3ma roMo-
JIOTOB, T.€. HOPMaJbHON W3MEHYMBOCTM T'OMOJOTUYHBIX
XpPOMOCOM, M3BECTHO LIMTOTEHETUKAM HE OIHO AECSTHIIC-
THe, JIUIIb HEAABHO reTePOXPOMATHHOBbIE U 3YXPOMATUHO-
Bbl€ BapUaHTbHI ObUIM CUCTEMATMUYECKU KaTaJOTU3UPOBAHbI.
M3MmeHeHUe pa3mepa reTepoXpOMATUHOBBIX PAiOHOB MpPU-
LIEHTPOMEPHBIX 00JIaCTeil, KOPOTKUX IUIeY aKpPOLIEHTpUUE-
CKMX XpOMOCOM U JUIMHHOTO TIjieya XpOMOCOMBI Y HaOI0-
JIAeTcs y KJIMHUYECKU 3[0POBbIX JIOACH U TPaKTyeTcsl Kak

HEWTpaJbHbIE ITUTOTEHETUUECKM BBISIBJISIEMbIE BapUaHThI
yucna xoruit JTHK (copy number variations — CNVs) [1].
IIpu 3TOM yBenuueHHe KOPOTKUX TUIeY aKpOLEHTPUIECKUX
XPOMOCOM MOXET SIBISIThCSA CJCICTBMEM TpPaHCIOKAIUH,
B TOM YHMCJIe TeTEPOXPOMATUHOBOIO paiioHa AJTUHHOTIO Tle-
ya Yql2. Yacrota Y-ayTOCOMHBIX TPaHCIOKAIIUil B OOILLIEi
nonyisauuu coctapisger 1 Ha 2000 muHauBUAYYMOB [2]. B 60-

HOCUTEIU MOMOOHBIX TPAHCIOKALMI MOTYT UMETh OecIlIo-
Qie, TIOBTOPHBIE CaMOITPOU3BOJIbHBIE a0OPThI, MEPTBOPOXK-
JNEHUST WK JIeTell ¢ aHOMaJbHbIM (heHOTUTIOM [5—7].

B nanHoi1 paboTe mpoBeieHa MOJEKYISIPHO-LIMTOTEHE-
TUYecKasl XapaKTepUCTHKa YeThIPEX HEPOICTBEHHBIX Mallv-
€HTOB ¢ HecOalaHCHPOBAHHBIMU Y -ayTOCOMHBIMU TPAHCIIO-
KalusIMU.
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Puc. 1. iHBeptnposanHoe DAPI-okpalumsaHue xpomocomsl 15 (cnesa
HOpMaJsibHbI FOMOJIOT, CrpaBa — XpoMocoma 15 ¢ yBeIMYeHHbIM KOpOT-
KUM M1€40M) 1 XPOMOCOMbI Y.

Puc. 2. ®parmeHTbl MeTadbasHol NNaCTUHKN MyXCKOrO (a) 1 XEHCKOro
(6) kapunoTtuna. FISH ¢ HK-30HAaMM Ha LLEHTPOMEPHbI PaioH XPOMO-
combl Y (KpacHbI curHan) u retepoxpomMaTiH Yq (rony6oit curHan).

Puc. 3. Peaynstar MCB Y — xpomocoma Y (cneBa) v aepuBartHas Xpo-
Mocoma 15 (cnpasa).

MaTepna.m,l U METO/bI

XpOMOCOMHBIE TIpenapathbl Uil MOJEKYJISIPHO-IIUTOTe-
HeTUYeCcKoro aHammu3a mojydanu n3d OIA-ctuMmynrpoBaH-
HOM KYJBTYPbl JUMMOLUTOB Tepu(epuyecKoil KpoBU IO
CTaHIAPTHBIM METOAMKAM.

®nyopecueHTtHyo in situ ruopunuzaimio (FISH) mpoBo-
nvm ¢ ucnonb3oBanueM JIHK-3onm0B (Kreatech, Humepnan-
JIb) Ha LICHTPOMEPHBII reTepoxpoMaTH xpoMocoM 15 (SE 15
— DI15Z) u Y(SE Y — DYZ3), rerepoXpoMaTlH JJIUHHOTO
mieya xpomocoMbl Y (SE'Y classical — DYZ1), rerepoxpoma-
TUHOBBIE PAlOHBI KOPOTKMX ITJIeY aKPOLECHTPUIECKIX XPOMO-
coM (Acro-P-Arms NOR), a Takke LIeJIbHOXpOMOCOMHBIX
30H10B Ha xpoMocoMmbl 14 1 'Y (Whole Chromosome 14, Who-
le Chromosome Y) u MHorouseTHoro 6aHauHra (Multi Color
Banding — MCB) xpomocomur Y (MetaSystems, ['epmanus)
COMIaCHO TIPOTOKOJIaM (PUPM-TIPOM3BOIUTENICH.

AHaJIU3 OCYLIECTBISUIM Ha 3MUMIYyOpeClIeHTHOM MUK-
pockorne «AxiolmagerM.1» (CarlZeiss, ['epmaHust) ¢ coor-
BETCTBYIOLLIMM HAaOOPOM CBETO(DUIBTPOB U C UCIOJIb30BaHM -
€M KOMIIBIOTEPHOI TIpOrpaMMbl  00pabOTKM LUMPOBBIX
n3obpaxeHuit «Isis» (MetaSystems, ['epmanust).

Pe3yabTaTnbl

Hccaenyemyio rpymnmy cocTaBuau 4 HEPOJACTBEHHbIX Ma-
LIMeHTa (IaHHbIe MPUBEACHLI B TaOIMLIE).

IIpyu MONEKYISIPHO-IIUTOTEHETUYECKOM UCCIIeIOBAaHUN
¢ JIHK-30HmamMu Ha reTepoXpoMaTUHOBBIE PailOHBI KOPOT-
KUX IJIeY aKPOLIEHTPUUECKUX XPOMOCOM Yy BCEX YEThIpex Ma-
LIMEHTOB ObUT BbIsIBIEH N00aBOYHBIM DAPI-no3uTuBHbI
MaTepuaj Ha KOPOTKOM ITuleye OJHOTO M3 TOMOJIOTOB XpO-
MocoMbI 15 (mauueHTsl 1—3) 1 xpoMocoMbl 14 (mauueHT 4).
MHTeHCUBHOCTD OKpalliuBaHUsl (hIyopeclieHTHbIM KpacuTe-
neMm DAPI u pa3mepsl 106aBOUHOro MaTepuajia COOTBETCT-
BOBaJIM TE€TEPOXPOMATUHOBOMY pailOHy IJIMHHOTO TIUieya
XpoMocoMbl Y (puc. 1).

Ananus rubpunusauuu ¢ JIHK-30H1aM1 Ha ieHTpOMep-
HBII paiioH XpOMOCOMBI Y M TeTepoxpoMaThH Y(q MoKaszal
HaJIM4KMe Ha KOPOTKOM TIede JepuBaTHOM XPOMOCOMBI Te-
TepoXpoMaTHHA JJTMHHOTO TIIeda XpOMOCOMBI Y Y BCeX 00-
cJieoBaHHBIX MaiueHToB. KpoMe Toro, B KapuoTurie 000ux
MY>KUMH MPUCYTCTBOBAJIa MHTaKTHasi XxpoMocoMa Y (puc. 2).

Tabnua

MonekyngapHo-uuToreHeTU4EeCKoe 06cneaoBaHe NaLMeHTOB C reTepoMopdU3MOM aKpPOLEEHTPUYECKMX XPOMOCOM

Ne Mon BospacTt

[MokasaHusa K o6cnenoBaHnio

PeaynbTaT FISH-anannaa

1 Myxckon
cnepoBaHum

32 ropa |add(15)(p) npu cTaHOAPTHOM LMTOrEHETUYECKOM UC-

ish der(15)t(Y;15)(q12;p11.1)
(DYZ1+,DYZ3-,D15Z+)

2 | Myxckon

32 ropa |MpeHaTtanbHoe BbisBneHne add(15)(p) y nnona

ish der(15)t(Y;15)(q12;p11.2)
(DYZ1+,DYZ3-,D15Z+)

unm t(Y;14)

3 | XeHckuin | 28 net |add(15)(p) npn cTaHOApPTHOM LUTOreHEeTUYEeCKOM UC- ish der(15)t(Y;15)(q12;p11.2)
cnepoBsaHnn (DYZ1+,DYZ3-,D15Z+)
4 | XeHcknin | 1 Mec. |HocuTenbCTBO OTLLOM CHanaHCMPOBAHHOW TpaHcoka- ish der(14)t(Y;14)(q11.2;p12)pat

(wepY+,DYZ1+,DYZ3-,wcp14+,acro-p+)
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JynauuupoBaHHbBIM pailoH XpOMOCOMBI Y ObLT UACHTU-
¢unmposan npu MCB Y kak Yql2 qter. AHanu3 npoduieii
rubpuauzau MCB Y y MyXunH ¢ 100aBOYHBIM MaTepua-
JIOM Ha XpoMmocome 15 Tokaszai, 4To TPaHCJIOLMPOBAHHBIIM
(parMeHT UMeeT TOT Xe pa3Mep, UTO U IeTePOXPOMATUHO-
BbII OJIOK XpOMOCOMBI Y M TOUKA Pa3pbiBa COOTBETCTBYET
Yql2 (puc. 3).

Takum 00pa3oM, KapMOTHUIT MALMEHTOB B ciydasx 1—3
MoOXeT ObITh onucaH Kak der(15)t(Y;15)(ql12;pl1.1), T.e. He-
cbamaHCcUpoBaHHAsI TPAHCIOKALIMSI C HeNielMell 4acTu KO-
pPOTKOTO TUIeya XpoMocoMbl 15 u ayriukainueit Yql2. ZKeH-
1IMHA UMesa Oy Komnuio Yql2, B TO Bpemsl KaK MY>KUMHbBI
— JIB€ KOTIHHU.

[Tpu MOJIEKYISIPHO-LIUTOTEHETUYECKOI XapaKTepUCTUKE
nepuBaTHOI xpomocoMbl 14 (mauueHt 4) FISH-ananus no-
Kazajl HaJluyMe Ha KOPOTKOM Tuledye THUOpHMAM3alvun
¢ JHK-30H10M Acro-P-Arms NOR (Acro-p+), Whole
Chromosome Y (WCP Y+) u SE Y classical (DYZ1+) u oT-
cyrctBue rubpunuzaunu ¢ JHK-3oH10M Ha 1IeHTpoMep-
HBI paiioH xpomocombl Y (DYZ3-). Takum o0Opa3zom,
y pobaHia B KAPUOTUIIE MPUCYTCTBYET A€PUBATHASI XPOMO-
coma 14 — der(14)t(Y;14)(ql1.2;p12) BcaenacrtBue Hecba-
JJAHCUPOBAHHOM TpaHCIOKalMKU MaTepuaia JUIMHHOTO Tuie-
ya XpOMOCOMBI Y Ha KOPOTKOE IIJIeY0 XpOMOCOMBI 14. [l
YTOUHEHUSI TPOUCXOXKIEHUST TPAHCIOKAMY Obljia IPOBee-
Ha FISH ¢ tem xe Habopom JIHK-30H10B OTIlY mpoGaHja.
AHaM3 MoKas3aj MPUCYTCTBHE B €r0 KapuOTHUIle aHaJIOIMy-
HOI gepuBaTHOI XpoMocoMbl 14. KpoMe Toro, y Hero Obuta
BbISIBJIEHA JAepuBaTHasi XpoMmocoma Y, Ha KOTOPOH MPUCYT-
cTBOBaIM curHanbl rudbpunusaiuu ¢ JHK-3oHmom Ac-
ro-P-Arms NOR(Acro-p+), Whole Chromosome Y (WCP
Y+) u uenrpomepsl Y(DYZ3+) u He Obl10 curHana rubpu-
nu3aumu ¢ JIHK-3oHmom Ha rerpoxpomatun Y (DYZI1-)
(puc. 4). Takum obOpa3oMm, y OTIIA BbIsIBJIEHA COAIaHCHUPO-
BaHHAasl TPAHCIOKALMK MEXIY JUIMHHBIM TJIEYOM XPOMOCO-
MbI Y 1 KOPOTKUM ILIEYOM XPOMOCOMBI 14.

OocyxaeHue

IIpu MCcrmonb30BaHUKM MOJEKYJISIPHO-IIMTOTEHETUYECKUX
METOIOB OblIa IaHa TMOApOOHAsl XapaKTepucTUKa TeTepo-
Mopdu3Ma roMOJIOroB aKpOLUEHTPUYECKHUX XPOMOCOM B ye-
ThIpEX CIy4asiXx OOHApyKeHUsl SKCTPeMaJbHOTO BapuaHTa
YBEIMUYEHUST TETePOXpOMaTHHA KOPOTKHUX IIed XPOMOCOM
14 u 15. FISH-aHnanu3 no3Bojaus ornpeneanTb, YTO BO BCEX
clydasix yBeJIMYeHHE KOPOTKMX IJIed 3TUX aKpOLIEHTpUYe-
CKUX XPOMOCOM SIBJISIIOCH CJEICTBMEM HecOaTaHCUpPOBaH-
HOW TpaHCJIOKAllMU TeTepoXpoMaTHHa JJIMHHOIO TuUieya
XpOMOCOMBI Y Ha KOPOTKOE TIJIeY0 aKpOLIEHTPUKOB. B Tpex
ciyyasix B TpaHCJIOKalliio Oblia BOBJIeUeHa XxpoMocoMa 15 u
B OIHOM — xpoMocoMa 14. B mocnenHem ciyyae HecOanaH-
cupoBaHHas TpaHcaokanus Y;14 y mpobanaa cpopmupoBa-
Jlach BCJIGJCTBHE MEMOTUYECKON cerperallii OTIIOBCKOM pe-
LIMTTPOKHOM TPaHCIOKALIMU MEXIy XpomocoMaMu Y u 14.

SBneHne TerepoMopdu3Ma TOMOJOTUYHBIX XPOMOCOM
XOPOILIO M3BECTHO LIUTOreHeTUKaM. [IpuHSTO cuuTath, YTO

Takoi rerepoMopdu3mM 00yCIOBIEH pa3MEPOM U JIOKAIU3a-
LIMel TeTepOXPOMATUHOBBIX PAiOHOB, CIyTHUYHBIX HUTEH 1
CITyTHUKOB M MOXKeT ObITh OOHAPYKEeH MPH UCIOJb30BaHUN
COOTBETCTBYIOIIMX METONOB AuddepeHIInaibHON OKpacKu
xpomocoM (CBG-, QFQ-, DA-DAPI-, Ag-NOR-) [8].

LluTtoreHeTUYECKN BbISIBISIEMblE M3MEHEHMSI Pa3MepoB
reTepOXpOMATUHOBBIX PAlOHOB TOMOJIOTOB  OTHOCSITCS
K HOPMaJIbHO# BaprabeIbHOCTH XPOMOCOM U, KaK IPaBuIo,
HE OKa3bIBalOT IMPSIMOTO BIUSHUS Ha (peHoTun. B HekoTo-
PBIX CJTyYasix 9TU pailoHbl MOTYT ObITh HE TOJIBKO YBEJIMYEHBI
3a cYeT aMIUIM(bUKAIMU TOBTOPSIIOLIMXCST TIOCIeA0BaTENb-
Hocteit AHK mnu ny0onupoBaHust OTACIBHBIX pailoOHOB, HO U
MepPeCTPOEHbBI MHBIM 00pa3oM. YBeJIUuUeHUe KOPOTKOTO TIjie-
4ya aKpoOLEHTPUKOB YacTO SIBJISIETCS CENCTBUEM HecOamaH-
CHUPOBAaHHOI TPAHCIOKALIMK FeTepOXpOMaTHHA, B TOM YHUCIIe
JUIMHHOTO TUIeYa XpoMocoMbl Y [4, 9].

B psine nccnenoBanmit momoOHbBIE Y-ayTOCOMHBIE TPaHC-
JIOKalMu ObLIM OOHapy:KeHbl Y (eHOTUIMMUYECKU HOPMallb-
HBIX HOCHUTENEH, MepeaaBaJuch yepe3 MOKOJeHUs] U MOTJIU
HaKaIIMBaThcs B momysstuuu [2, 10, 11].

B nocienHee Bpemst Oblia BhICKa3aHa CIIOpHasl TUTIoTe3a
o cBs13u Mexay t(Y;15) 1 HeKOTOPBIMU KIIMHUYECKUMM CUH-
JIpOMaMU, TAaKMMU, KakK cuHApoMbl [1panepa—Buiiu u DH-
JKeJIbMeHa, BBI3BAHHBIX JeJelneil KpUTUYECKOTO peruoHa
WM OTHOPOAMTESBCKOM aucoMMeil. XOTs TpaHCIOKalus
t(Y;15)(ql2;pl1) He 3aTparuBaeT KPUTUYECKOTO paiioHa,
Jeaelrs KOTOpOro MpuBOAUT K (popMUPOBaHUIO (peHOTUIIA
cunapoma Ilpagepa—Bumm (15q11-q13), coobimanock, 4To
CceMeiHOe HOCUTEILCTBO TaKOM TPAHCIOKAIIMKA MOXKET TIPU-
BOIUTb K BOBHUKHOBEHUIO de novo MUKPOJIENELMil B KpUTH-
YeCKOM paifoHe XpoMocoMbl 15 [5].

BonbimHCTBO HOCHTENEl HecOalaHCUPOBAHHBIX TPAHC-
JIOKAIMii TeTepoXpoMaTtHa Y Ha KOPOTKOE TIEYO aKpo-
LIEHTPUUYECKUX XPOMOCOM (epPTUIbHBI U UMEIOT 310POBOE
notoMmcTBo [11, 12]. OnHako 1o KpaiiHeil Mepe OAuH U3 00-
CJIeOBaHHBIX HAMU TAIIMEHTOB MMeJ B aHaMHe3¢ Perpo-
TYKTUBHBIE TIPOOJIeMbl (YEThIpe ciiydasi Hepa3BUBAIOIIMXCS
OepeMeHHOCTel y cympyru). Accouuanusi TpaHCIOKaluit
Y;15 ¢ pennpoayKTUBHBIMU IpoOIeMaMU MO-TIPeKHEMY IPO-
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Puc. 4. Peaynbrat FISH-ananu3a otua npobanga 4: a) ¢ AHK-3oHgamu
Ha LLeHTPOMEPHbIV PanoH XPOMOCOMbI Y (KpacCHbI CUrHan) N XpomMoco-
My Y (3enenblii curian); 6) ¢ AHK-3oHpamu Ha xpomocomy Y (3eneHbilii
CUrHas) M KOPOTKME TM/eyn aKpOLLEHTPUYECKUX XPOMOCOM (KPacCHBbIN
curxan).
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TUBOpeuMBa. TeM He MeHee, cOOOLIAIOCh O XEHI[MHE-HO-
curene der(15)t(Y;15)(q12;p13), y KoTopoii ObLIM 1Ba caMO-
MPOM3BOJILHBEIX abopTa ¢ TpucoMueil 15 y miaoma u oguH
¢ TeTparIonareii. ABTOPBI TIPEATTOIOXUIN, YTO CYILIECTBYET
MOBBILIEHHBIN PUCK MEHOTUYECKOTO HEPACXOKIHEHUST XPO-
MOCOM M (OPMHUPOBAHUSI AUCOMHBIX TaMET Yy HEKOTOPBIX
HOCHUTEJIEN HecOaTaHCMPOBAHHOM TpaHcaokauu Y;15 [6].

O penponyKTUBHBIX MpobIeMax y ABYX HOCUTENeH He-
cbanancupoBaHHoit TpaHcnokauuu der(15)t(Y;15) coobia-
ercst B apyroi pabdote [7]. [1pu nposenenuu I1I'J] B uukie
BDKO oTmeyanach BbICOKAsl YacTOTa MO3aMYHBIX KapUOTH-
OB SMOPUOHOB C IOTIOJHUTEIBLHBIMU XpoMocoMaMu X U
der(15). ABTOpBI MpenoaratoT, 4To 0oJibliiast 10Js Hecba-
JJAHCUPOBAHHBIX M MO3aUYHbIX 3MOPUOHOB Yy HOCUTEJei
TpaHcaokanuu der(15)t(Y;15) MoxXeT OObSICHSTh PEIPOIyK-
TUBHBIC TIpo0JeMBbl 1 TipuMeHeHue 1] MoxeT ObITh peKo-
MEHJIIOBAaHO B IMOAOOHBIX CITydasix.

HecbanancupoBaHHbIe TpaHCIOKaLUK Y;14 BCTpevaroT-
Cs 3HAYUTEIbHO pexe, yeM TpaHciaokauu Y;15 [1]. Hecba-
JIAaHCUPOBaHHYIO TpaHcnokanuio Y;14 y manuentTa 4 (tabau-
11a) MOXHO paccMaTpuBaTh Kak MPOTOTUIT (hOPMUPOBAHUS
CEMEIHOTO HOCUTENbCTBA JAHHOTO TUMAa Y-ayTOCOMHBIX
TpaHCJIOKalluii, Korga aepuBaTHas xpomocoma 14 ¢ goba-
BOYHBIM MaTepuayioM Y12 Oblia yHacaenoBaHa JOYEPhIO OT
(GEeHOTUITNYECK HOPMAJIbHOTO, (hepTUIILHOTO OTIA CO cha-
JJAHCUPOBAHHBIM BAPUAHTOM TPAHCJIOKALIUHU.

MoneKyaspHO-IIMTOTEHETUYECKUE ~ METOMbl ~ MTPaioT
BaXKHYIO POJIb B TIPEHATaJIbHOM ¥ ITOCTHATAIILHOM ITUTOTeHE-
Taeckoii nuarHoctuke CNVs, He3aBuCHMO OT pa3Mepa Te-
HOMHoOro nucbananca. X npuMeHeHUe MO3BOJIsSIET HAaubo-
Jiee TIOJIHO OXapaKTepu30BaTh TeTepoMOp(HBbIE BapHaHThI
reTepOXpOMATUHOBBIX, HermaToreHHbIX CNVS 1 OTJIIMYUTH UX
oT kmHn4ecku 3HaunMbeix CNVs [1]. MapopMmaiys 06 3K-
CTPEMAJIbHbIX BapUaHTaX TeTePOXPOMATUHOBBIX pPailOHOB
XPOMOCOM TIO3BOJISIET 00ECIEeYUTh aJeKBaTHOE MEIUKO-Te-
HETUYeCKoe KOHCYJIbTUPOBAHUE CEMBHU, a B Clyyae MpOBe-
JEHUST TIpeHATAJIbHOW JUArHOCTUKM — CYIIECTBEHHOE CO-

Kpall€HUE BpEMECHU aHaJIn3a U IMPOrHO3UpPOBaHNEC (beHOTI/I—
na 1Jiozaa.
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