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PenpooykmueHeili cmamyc u ghepmusibHOCmMeo
Yy MY>XYUH ¢ mpucomueu 21

Anpgpeesa M.B., YepHubix B.B., Kypuno J1.0.

OIBHY «MefunKo-reHeTUYeCKUNiA HayYHbl LEHTP MMeHN akagemuKa H.IM. boukosay;
115522, r. MockBa, yn. MockBopeube, A.1

Tpucomusa no xpomocome 21 nnu cuHapom ayHa (C[1) ABnAeTca ogHOWM M3 Hambonee yacTbiX XPOMOCOMHbIX 6one3Heli. B HacTosALee
BPEMA CPefHAA NPOAOCIKNTENIBHOCTb »KU3HW 1 YPOBEHb CoLManbHol aganTtauuy 6onbHbix ¢ CIl BO3pacTatoT, 1 HEKOTOpbIE TaKue
naLMeHTbl CO3[at0T CBOM CeMbW. B CBA3M C 3TMM CTaHOBUTCA akTyanbHbIM N3yUYeHre COCTOAHUA PENPOAYKTUBHOM CUCTEMbI, FaMeTo-
reHesa v ¢pepTunbHOCcTU NaymeHToB ¢ CLl. CNekTp KNMHUYECKNX MPOABAEHWI TPUCOMUM 21 MOXET BapbupoBaThb. A My»kunH c C[
XapaKTepHbl TAXKesble HapyLIEHNA CriepMaToreHesa, M’MnoroHaAn3M, CHUKEHME MbUA0 1 spekTunbHaa ANCHYHKLNA, B CBA3N C YeM
naumeHTbl ¢ C[] fonroe Bpema cuntanuck 6ecnnopHbimy. OpHako ony6nMKoBaHO HECKONIbKO COOBLLEHMIN O HAaCTYMIEHNN GepemMeH-
HOCTV U POXXAEHUW 300POBbIX AeTEN OT TaKNX MY»UUH. B CBA3M C BbICOKMM PUCKOM BO3HWKHOBEHUA aHeYNIoOUANN Y MOTOMCTBA,
a TaKKe 3TUYECKMMM 1 COLManbHbIMK NpobnemMamy AETOPOXKAEHNA Y TaKMX NaLNEHTOB HEOOXOAUMO KOHCYNIbTUPOBaHKE 60bHbIX
CJl v nx onekyHoB no Bonpocam GpepTUIbHOCTM 1 KOHTpaLenumm.
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The state of the reproductive system and fertility in men with trisomy 21
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Trisomy 21 or Down syndrome (DS) is one of the most common chromosome abnormalities. Currently, the average life expec-
tancy and social adaptation of DS patients are increasing, and some of them start their own families. Hence, it important to study
the state of the reproductive system, gametogenesis and fertility of patients with DS. The spectrum of clinical manifestations of
trisomy 21 varies significantly. Men with DS often have severe defects of spermatogenesis, hypogonadotropic hypogonadism,
decreased libido and erectile dysfunction, and therefore patients with DS have long been considered infertile. However, there are
several reports about the onset of pregnancy and the birth of healthy children from these patients. Due to the high risk of aneu-
ploidy in offspring, as well as ethical and social problems of childbearing, fertility and contraception counseling recommended for
DS patients and their guardians.
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BBepeHune

nHapoMm HayHa (C/I) nwim TprCOMES IO XpOMOCO-

Me 21 siBsteTcst HanboJiee pacipoCcTpaHEeHHOM Xpo-

MOCOMHOW aHOMAaJIME€X U BCTPEYAETCS C YaCTOTOU
1-2:1000 HoBOpOXIeHHBIX [1,2]. CieKTp M BHIPaKeHHOCTh
KIIMHUYIECKUX TIPOSIBIICHUI TIpU TpUCOMUM 21 MOTYT Ba-
pBUPOBATh. Y OOJBITMHCTBA MAIIMEHTOB HAOIIOIAIOT 3a-
IEePKKY YMCTBEHHOT'O Pa3BUTHUS M XapaKTepHBIE TUCMOP-
(buu (Kpyriioe yIIomeHHOE JTUII0, MOHTOJIOMIHBIN pa3pe3
a3, nechopMUPOBAHHBIC YIITHBIC PAaKOBUHEI 1 JIp.). YacTo
BCTPEYAIOTCSI HAPYIICHUS CEPASIHO-COCYIUCTOM, TTUIIIE-
BapUTEJIbHOM 1 UMMYHHOI cucteM [2].

VY 95% nauuventos ¢ CJI HaGII0OAIOT PETYIISIPHYIO TPUCO-
MUIO 21, MPUUMHOI KOTOPOI B O0JIbILIMHCTBE ciiydaes (90%)
SIBJIIETCS] HEpaCXOXKIICHIE TT0 JAHHOM ITape XpOMOCOM B Meii-
o3e y maTepu [3,4]. Puck poxneHust 00JIbHOTo pebeHKa BO3-
pacraer ¢ yBeJIMUYECHNEM BO3pacTa MaTepH M B MEHBIIIEH CTe-
MEHU 3aBUCUT OT Bo3pacta oTia [5]. Okono 69% ciydaes
HepacXOKIEeHUIT XpOMOCOM 21, BEIYIINX K 3a9aTHIO 1 POK-
neHuro neteit ¢ CJI, TporcxXomsiT BO BpeMsT MaTepPUHCKOTO
Mmeito3a I, okos10 22% — Bo BpeMsi MaTepUHCKOro Meiio3a 11,
0k0J10 3% — BO BpeMs1 OTLIOBCKOro meiiosa 11 u okono 2% —
BO BpeMst Meiio3a I y otia. B ocranbhbix 4% ciiy4yaeB TpUco-
Must 21 BO3HUKACT B pe3yJIbTaTe OIIMOOK PACXOXKICHMS XPO-
MOCOM MPHY MUTOTHUYECKHUX IEICHUSIX Ha pAHHUX CTaIMSIX
Pa3BUTHS SMOPUOHA, T.€. SIBIISIETCS IIOCT3UTOTUUECKOM MyTa-
uueii [6,7]. PerysipHast (Hemo3anyHast) Tpucomust 21 B 60J1b-
IIMHCTBE CITyYaeB BOSHUKAET CIIOpaTUIecKH (CIIyJaitHo), de
10vo, M BEPOSITHOCTB TIOBTOPHOTO poskieHms pedberka ¢ CJ1
Y MOJIOIBIX JKSHIIIMH ¢ HOPMAJTbHBIM KapHOTHUIIOM SIBJISICT-
¢S HU3KWiA [3].

Okoi10 4% ciyyaeB CJI cocTaBisieT TpaHCI0KALIMOH -
Has ¢opma Tpricomuu 21. ITpu 3ToM B % cirydaeB oHa Tak-
JKe BO3HUKAET de novo, a B % cirydaeB SIBJIIETCSI HACIIEIy-
emoit (3% u 1% cnyyaes C/I, coorBeTcTBeHHO) [3]. MoO-
3anyHas (popMa Tprucomu 21 cocTaBisieT 0KoJ0 2% il
¢ kimmHnYecKu auarHoctupoBaHHbeM CJI. [Tpn Mmo3zanaHo
(opMe TprcoMum 110 XxpoMocome 21 KIMHUISCKUE TTPOSIB-
JICHUsI MOTYT 3HaYMMO BapbMpPOBaTh: OT CPABHUMBIX C Ta-
KOBBIMM Y JIUII C peryisipHoii (popmoit CJI 10 Moyt Hop-
MaibHOTO (heHoTuma [8]. [TaumeHThI ¢ MO3aMYHOM (hop-
Moi1 Tprcomun 21 nMeroT 0ojiee COXpaHHBIN MHTEUICKT
W JIy9Ille COLMaTN3upOBaHbI [9].

o HacTosIIIero BpeMeH! OOJIBITUHCTBO MCCIeI0Ba-
Huii y manueHToB ¢ CJI ObITM HaMpaBIeHbl Ha U3YICHUE
BPOXIEHHBIX TTOPOKOB (Cepmlia, KeayT0IHO-KUIIIEUHO-
TO TPaKTa ! Ap.), HapyIIeHW1 ITOCTHATAIBHOTO Pa3BUTHS,
a TakKe KJICTOYHOTO ¥ TyMOPaJIbHOTO MMMYHHTeTa. biaro-
JIapst ycrexaM COBPEMEHHOM MeIUIIMHBI CPEeTHSIST TTPOIO0II-
KUATETBHOCTH XXM3HU 00pHBIX ¢ CJ1 yBeIMImIach 1 B pas-
BUTBIX CTPAHAaX COCTaBIIsIET OKOJI0 60 JIeT, a pa3BUTHE CIIe-

LIMAJIBbHBIX 00YyYaIOIIUX MPOrPaMM MO3BOJISIET HEKOTOPBIM
MalMeHTaM BECTU CaMOCTOSITeIbHYIO XU3Hb, padoTaTh
U co3naBath ceMbu [10]. B ¢BSI3M ¢ 3TMM CTAaHOBUTCS aKTy-
aJIbHBIM U3YYE€HUE COCTOSTHUS PENPOAYKTUBHON CUCTEMBbI
u deptunbHocTU NanueHToB ¢ CI. CocTosiHUE MOJOBOM
CHUCTEMBbI U (hepTUIBLHOCTb MPU TpUcoMuu 21 Gosiee uzy-
YeHbI Y MalMEeHTOB KEHCKOT0, YeM MYXCKoro 1oJja. Omy-
OJIMKOBaHbBI JaHHbBIE O (GEPTUIBLHOCTU U POXIACHUU IeTEi
ot nauueHToK ¢ CJI [11]. MyxuuHsbI ¢ Tpucomueii 21 nomn-
roe BpeMsl CYUTAIUCH OECTIJIONHBIMM, OMHAKO COTJIACHO
HUCCJIEIOBAHUSIM MOCJIEIHUX JIET, JaXe OOJIbHbIE C pery-
JasipHoit opmoii CJI MoryT ObITh bepTUIbHBI. B cTathe
MpeNCTaBIeHbl JaHHbIE JIUTEPATYPhI TIO COCTOSTHUIO PETIPO-
JTYKTUBHOM CUCTEMBI M (PEePTUILHOCTU Y MYXXYUH C TPH-
comueit 21, a Takke o ciydasix HacCTYILIeHUsT OepeMeHHO-
CTEe U POXIACHUU NEeTel OT TAKWX MallMeHTOB.

CocTosiHMe penpoayKTUBHOWN CUCTEMbI
Yy MY>X4UH C Tprcomuen 21

YpoeHU 20pMOHO8
U cocmosHue penpodykmuegHoUi cucmemel

IMammeHTH MyXcKoro 1ojia ¢ CJI 9acTo UMeIoT 10-
BBILICHHBIE YPOBHU (hoymuKyaocTumynupytomero (PCI)
n motenHusupyomero (JII') ropMoHOB 1 HOpMaJTbHBIN
ypoBeHb TectocTepoHa (T) [12-14]. HopmasibHast KOHIICH-
Tpaums T B KpOBU IPY 3HAYNUTEIHLHO TTOBBIIIICHHBIX YPOB-
Hax JII' 1 OCI cBumeTeIbCTBYET O MEPBUIHOM ITOpaxKe-
HUU TOHAI U HEAOCTaTOYHOU (DYHKIIMU KJIeToK Jleimmura
[14]. HekoTOpbIie aBTOPHI COOOIIAIOT O CHIDKEHHOM YPOB-
e T [15, 16]. ITockoabKy npoaykuust T 3aBUCUT OT 00be-
Ma TeCTHKYJISIPHOI TKaHM, CYIIIeCTBEHHOE 3HAUCHUE NME-
10T pa3Mep AM4eK, HaJTUIre UM OTCYTCTBUE TUIIOIIIA3UHI
TECTUKYJI, CTEIIEHb €€ BEIPaKeHHOCTH. Y TTanueHToB ¢ CJ]
TTOKa3aHa OTPUIIATeIbHAS] KOPPEJISILIMS MEXKIY YPOBHEM T'O-
HaJOTPONMHOB 1 00beMoM stmuek [13,17]. BeposTHo, T10-
paxkeHMe TOHAI IIPY 3TOM MOXET IIPOrPecCupoBaTh C BO3-
pacToM, TaK KaK MHOTHE UCCIIeIOBaHMUS TIOKA3BIBAIOT, YTO
B JIETCKOM U TTIOIPOCTKOBOM BO3pacTe y manueHToB ¢ CJ]
kieTku Jleiinura GyHKIMOHUPYIOT HOpManbHO [14 ,18].
Yposau OCT, JIT' u T y ManbuuKOB-1oApocTKoB ¢ CII Mo-
TYT OBITh TaKWE XK€, KaK y 3A0POBbIX MOJPOCTKOB BO Bpe-
M3l TI0J10BOTO co3peBaHumsI [19]. B padore Campbell ¢ co-
aBT. TTIOBBIIICHHBIN YpoBeHb JII' BBISIBIIEH TOJIBKO Y HallH-
eHrtoB crapiie 30 jeT, u ¢ Bo3pacToM ypoBeHb JIT 1 ®CT
roBeimajics [20]. [TokazaHo, yto y MyxuuH ¢ CII HabIr0-
JIaJT HOpMAaJIbHOE TI0JIOBOE CO3pEeBaHMe, OMHAKO C BO3pac-
TOM SIMYKU TToABepralorcs atpodum [21].

Hexotopsle aBTOpBI 0OTMeUatoT y My>KurH ¢ CJI TIOBBI-
IICHHYIO YaCTOTY HapyIIIeHUI MOYETIOIOBOI CUCTEMBI [22].
B psine vccnenoBaHMit y TAIIMEHTOB ¢ TPUCOMMEH 21 BEISIB-
JIEH CHIDKEHHBIN 00beM simdek [14,15,17,20], B To BpeMs Kak
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JIpyrye aBTOPbI COOOIIAIOT O HOPMATBHBIX pa3Mepax TeCTH-
kynnpu CI1 [12, 19, 23]. CremyeT OTMETUTB, YTO BaXKHO y4H-
THIBATh MEKUHAMBUIYATbHBIC PAa3IMUMS 110 TaHHOMY Tlapa-
metpy. Hanpumep, mokazaHo, 4To cpeaHuit 00 beM TECTUKYIT
B aHAJIM3UpyeMoii rpymre nauyeHToB ¢ CII MoXeT ObITh CO-
MoCTaBUM ¢ HOpMO, HO y 20-30% malmeHTOB BCTpevaeT-
s CHIDKEHHBIN 00beM sgndek [13,16]. OqHum u3 ¢pakTopos,
MPUBOISIINX K TUTIOIIA3UN TECTUKYJI, SIBJISIETCS HapyIle-
HME pa3BUTHUS U HEOMYIIEHNWE SIMYeK B MOIIIOHKY Y TUTOJIA.
CoriacHO HEKOTOPBIM McCeIoBaHusIM, Y alueHToB ¢ CJ1,
yaiiie, YeM B OOILEeH TTOMyJISIIIMN BCTPEUaeTCsl KPUTITOPXU3M
[24]. Kpuntopxu3m MoXKeT ObITh BbI3BaH HapYLIEHUEM pa3-
BUTHSI TOHAI TIO MY>KCKOMY THITY B SMOPHOHAIBHBIM MK (he-
TaJIbHBII ITEPUObI, TMO0 BO3HUKATh BCIICACTBUE Te(DEKTOB
OTIyCKaHUS STMIKA B MOIIIOHKY. DTH aHOMaJIMU MOTYT CIIO-
co0CTBOBaTh HApYLIEHUIO TG dOEPEHIIMPOBKY COMAaTUUECKUX
1 TTOJIOBBIX KJIETOK B TECTUKYJISIPHOM TKaHM, BHI3bIBast HAPY-
LLIEHNE CTIepMaTOreHe3a U MyKCKOi (hepTUIbHOCTH, a TaK-
K€ OHKOTE€HHYI0 aKkTUBHOCTb. [TokaszaHo, uto y MyxxunH ¢ CJI
MOBBIIIIEH PUCK Pa3BUTHsI paka simdka [25, 26]. Ipenmnona-
raloT, YTO N30BITOK TOHAOTPOITHBIX TOPMOHOB M ITOBBITIICH-
Hasl 9KcIpeccust oHkoreHa ET.S2, T0KaTu30BaHHOTO Ha XpO-
mocoMe 21 (tokyc 21g22.2), BbI3BaHHAs YBEJIUYEHUEM J103bI
(TpUIUIMKAIIMEiT) TAaHHOTO TeHa, MOTYT BBI3bIBATh Y MAIlUCH-
T0B ¢ C/I mpenpacnoiaokeHHOCTb K Pa3BUTUIO TePMUHOIEH-
HBIX omyxosiei [25].

llonosas akmusHoCMb

ITonosoe cozpeBanue y mauueHtoB ¢ CJl HacTymaeT
MO3IHEE, YeM Y 3M0POBBIX MYKUMH [16]. Y My>X4MH ¢ Tpu-
comueit 21 nHTEpec K MPOTUBOITOIIOXKHOMY TIOJTY U BOIIPO-
caM ceKca CHUKEH 0 CPAaBHEHUIO CO 3I0POBBIMU CBEP-
CTHUKaMU. Y HUX YaCTO BCTPEUAETCsI IPEKTUIbHAST JIUC-
(yHK1IMSA (HECTTOCOOHOCTD TOCTUYb IPEKIIMM), a TaAKXKe
HapyureHue 9kyasaunu [27]. TolbKo 0KOJIO MTOJTOBUHBI
(57%) nauuenros ¢ C/I B Bo3pacte 21-28 yieT GbLIN CeK-
CyaJIbHO aKTUBHbBI, MACTypOUPOBAJIN, UCTIBITHIBAIN BJIE-
YeHHUe K IPYromy MoJjy U XeJaHue BCTYyIUTh B 6pak [16].

Bo3MmoxHO, 4TO cekcyanbHass akTUBHOCTb Iipu C/]
y MaIMeHTOB MYXCKOTO TI0JIa CBSI3aHa He TOJIbKO C YPOB-
HEM FOPMOHOB, HO U C COCTOSTHUEM KapAUOBaCKYJISIPHOI
cucteMbl. I3BECTHO, YTO 3peKTUIIbHYIO TUC(HYHKITUIO pac-
CMaTPUBAIOT KaK paHHUI MapKep CepAeuyHO-COCYIUCTHIX
3a0oseBaHuUil [28]. Bb10 yCTaHOBIEHO, YTO (PEPTUIIBHBINA
MYXXUMHA ¢ TpucoMueit 21 He uMen Kakux-audo Hapyuie-
HUIA CO CTOPOHBI CEPACYHO-COCYINCTON CUCTEMEI [29].

Kpowme Toro, ciiemyeT yauThIBaTh, YTO MAIUEHTHI C pa3-
HbeiMU hopmamu CJI (peryasspHO UM MO3aUYHOI) OTJIU-
YaoTCs MO BBIPAXXEHHOCTU (DEHOTUTIMYECKUX TTPOSIBIIE-
HU. My>XXUYMHBI M KEHIIMHbI ¢ MOo3anyHoil ¢opmoit CJ
yare, YeM MalueHThI C PeryJIIpHOii Tpucomueii 21, BCTy-
MmaroT B Opak u/wm 3aBondr aeteit [30].

CocmosHue cnepmamozeHesd,

O0aHHble cnepmMuosioeu4eckux uccnedosaHuli

B cBs3m ¢ pssgom npudnH (YMCTBEHHASI OTCTAJIOCTh,
SPEeKTWIbHAS TUCHYHKIIMS U AP.) MOIydeHNUE DSIKYIIsITa
ot mmanueHToB ¢ CJI TIpencTaBisieT OIMpeacIeHHYIO TPYI-
HOCTb, ITO3TOMY JaHHBIE IO CIIEPMATOJOTTIECKUM I10-
KazaTeJIsIM TTallMeHTOB ¢ TpUCOMUeH 21 MaJOYNUCIICeHHBI.
Bonee nonoBunbl myxuuH ¢ CI (57%) He cMOru coaTh
IKYIAT 11 ucclienoBanus [27]. Y3 9 obcneqoBaHHBIX
MMAIIICHTOB Y 4 4eJIOBEK TMArHOCTHUPOBAIN a300CIIEPMUIO
(OTCyTCTBHE CIIEPMATO30MIOB B ASIKYIISITE), Uy 5 — OJIUTO-
300CITePMUIO (CHIDKCHHYIO KOHIICHTPAIIIO CIIEPMaTO301 -
JIOB); CPEIHMI 00BEM IIKYISATA TAKXKe OB CHUKEH [27].
IIpu aTOM UMEIOTCSI COOOLIEHNSI 00 OTCYTCTBUU Y HEKO-
TOPBIX MYKIMH C TprcOoMUel 21 TSoKeIbIx (hopM maTo30-
OCIIEpMUU BILIOTH 0 HAJTMUMSI HOPMO300CIIEPMUM Y HE-
KOTOPBIX ITaliieHTOoB [31].

I'ucTonornyeckast KapTrHa OMONTaTa SIMIEK Y MY>KINH
¢ CJI BapmrabeTbHA B OTHOIIIEHUH TTOPAsKEHUS TePMITHATIB-
HOTO 3IIUTEINS U MHTePCTUIINATBHOM TKaHu. [1pu aHamm-
3€ M3BUTHIX CEMEHHBIX KaHAJIbIIEB y TTareHToB ¢ CJI onu-
CaHBI KaK HapyIIeHUs CIIepMaToreHe3a — MEMOTHICCKUIA
610K [32, 36] u runocriepmarorexes [34], Tak 1 HOpMasb-
HBII criepMarorere3 [23]. Ipenmonaraior, 4To 6JI0K criep-
MaToreHesa 1, KaK CJIeICTBHE, CTEPMIIBHOCTh My>KurH ¢ C/]
MOTYT OBITh OOYCIIOBJICHBI aCCOIMAIIEH JOTIOTHUTEIIEHOM
XpOMOCOMEI 21 1 TI0JIOBOTO OMBaJIeHTa B Iipoase Meliosa
[33]. CnemyeT OTMETHUTD, YTO YMCIIO TTAIIMECHTOB, Y KOTOPBIX
BBITIOJTHEH aHAJIM3 OMOIITATOB, KpaifHe MaJjIo: B ABYX pab0Tax
00cJIenoBaHO TI0 OTHOMY TTaLeHTy [32, 33], B omHOI — 1Ba
rmanveHTa [23], u B omHOI — Tpu maneHTa [34]. B noctym-
HOIT HaM JInTepaType He OOHAPY:KEHO ITyOIMKAIIHIA IO MCCITe-
JIOBAHUIO aHEYIITIONINM B criepMmaTo3ongax MeronoM FISH.

IMockonbky mamueHTs ¢ CJI MOTYT UMETh APYTHE TIPHU-
YUHBI WK (haKTOPBI HApYIICHUS CIIepMaToreHe3a, 1 Ofl-
HOM M3 9aCTBIX TCHETUYECKNX TIPUYNH a300CIICPMUHN SIB-
JISTIOTCSI MUKPOIEICIIMI XPOMOCOMBI Y, HEKOTOPBIE aBTO-
PHI KCCIIETOBAIN MX BCTpedaeMocThb y MyxkunH ¢ C/I. Taxk,
y 22 mauuenToB ¢ CJII TIpoBeJeH TTOUCK MUKPOIETeII it
B 1okyce AZF u neneunu He ObLIM OOHAPYXXEHBI, OMHAKO,
K COXKaJICHWIO, aHAJIN3 3SIKYJISITA B TaHHOI paboTe He IPo-
Bomvuu [35]. Takke He ObUIO HaWIEHO JEIeIUil JIOKyca
AZF 1y omHOro nmauyeHTa ¢ MO3audyHou (popMoit TpUco-
muu 21 1 azoocniepmueii [36].

Cnyyau 0okazaHHoU hepmuibHOCMU Y MyXYUH

¢ pezynapHou gpopmoti C/]

Jonroe BpeMs My>kduHbI ¢ CII cuuTaanch 0ecriion-
HBIMM, OJHAKO 3TO BEPHO HE U151 BCEX MALIMEHTOB C TPU-
comueii 21. B moctymmHOI HaM HayYHOI TUTepaType Haii-
JIeHbl MyOIMKalUU, B KOTOPBIX MPEACTaBAEHbI CBEACHUS
0 YeTHhIpeX MYXXUMHAX ¢ peTyisspHoit ¢popmoii CI, 6epe-
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MEHHOCTD Y MMapTHEPII KOTOPBIX HACTYITWIA €CTECTBEH-
HeIM niyTeM [11, 29, 31, 37, 38] (Tadu. 1). Y 3Tux manveH-
TOB BBISIBJICHBI HOPMO300CTIEPMUS M OTCYTCTBUE TIPU3HA-
KoB runoroHaausma [31, 37], HopmanabHbie ypoBHU JIT,
®OCT u T [29, 37]. Bo Bcex cirydasix OTIIOBCTBO TallMEeH-
ToB ¢ CJI noKa3aHO MOJIEKYISIPHO-T€HETUYECKUMU METO-
JaMu. OT ABYX M3 3TUX MY>KUWH 3a4aTHe HACTYIIAJIO IBaxX-
OBl Y MapTHEPIIW OTHOTO M3 HUX IepBast 0epeMeHHOCTh
3aBepIIIACh CITIOHTAHHBIM TIpepbhIBAHUEM, a BTOpast —
poxaeHueM 3a10poBoro pedenka [11, 38]. Y BToporo Mmyx-
YMHBI POAUIIUCH ABa 310poBbIX chiHa (0e3 CJ1) [29]. bepe-

MEHHOCTH OT IBYX Apyrux MyxuuH ¢ CJI Takxe 3aBepiin-
JIUCh POXKIEHUEM 310POBBIX aeteit [31, 37].

B lanuu ¢ 1980 mo 2008 rox ObLIO 3aperucTpupo-
BaHO 8§ cliydyaeB poxkaeHUs aereit ot 6 myxuuH ¢ CJI,
U3 HUX 5 MY>XUUH UMEJU PEryasipHyo opMy Tpuco-
Muu 21 1 ooUH — MO3auvyHyl0 (Gopmy 3abo0JieBaHUS.
CryyaeB poXXAeHUS AeTel OT My>KUUH C TPaHCJIOKallH-
oHHol ¢opmoit CJl 3apeructpupoBaHo He ObLT0. Bee
poxnaeHHble neTu 300poBhl [30]. [TockoabKy nHpOpP-
Malus 0 POXIAECHUU ACTeil MmojiyuyeHa U3 perucTpa aaH-
HBIX O POXXACHUU U aKTOB IpaxkIaHCKOTro cocTostHUs [a-

Tabnuya 1

OnucaHHble cly4Yamn HacTyneHus 6epemMmeHHOCTel OT MY>KUUH € Tpucommer 21

Hcrounuk CBeieHMs O MalMeHTe U TapTHepIle

KonuyecTBo GepeMEeHHOCTE U UX UCXO/IbI

BCPCMCHHOCTH, HaCTYNMMUBIINE €CTECTBEHHLIM IIYyTEM

Sheridan ¢ coasr.,
1989 [11]; Bobrow
¢ coaBT., 1992 [38].

MyxunHa 29 siet ¢ xapakTepHbIMU nipu3zHakamu CJI.
47,XY,+21[51] (1umdouuTtsl nepucdepryeckoit KpoBu);
47,XY,+21[101] (¢pubpobdaacTbl KOXU)

Y napTHepiy HOpMaJbHbIH XEHCKUI KapUOTUIT
(46,XX), yMCTBEHHasI OTCTATIOCTh

Hacrynunu nse 6epeMeHHOCTH.

[TepBast 6epeMeHHOCTb 3aKOHUYMJIACH CIIOHTAHHBIM MTPEPbI-
BaHUEM (1ocsie OMONCUU BOPCUH XOpUOHa Ha (hOHE KPOBO-
TEUEHUS] U HapyLLIEHU peKOMEHAALMI Bpayei 1o BO3Aep-
>KaHUIO OT TIOJIOBBIX CHOILIEHU I BO BpeMsi OEPEMEHHOCTH).
[Mpu uccnenoBanuu 1wiox 16-17 Heneb ¢ HOPMAJILHBIM
MyKCcKUM Kapuoturiom (46,XY) 6e3 mpu3HaKOB MaTOJIOTUN.
Btopas 6epeMeHHOCTb 3aKOHUMJIACh POAAMU 310POBOTO
MaJIbuMKa.

Zuhlke ¢ coasr.,
1994 [31]

MyxuunHa 29 jiet ¢ XxapakTepHbIMU Tipu3Hakamu CJI.
47,XY+21 (mumdouutsl nepudepuyeckoii Kposu),
aHaJIM3 KapUOTHUIIA BHITIOJTHEH JIBAXKIBI.

[TapTHepia ¢ YMCTBEHHOM OTCTAIOCThIO, KAPUOTUIT
He yKa3aH.

Hacryrnuia onHa 6epeMeHHOCTh, 3aKOHYMBIIASICS POIAMMU,
3M0POBast IEBOYKA.

Pradhan c coasr.,
2006 [37]

MyxumHa 26 JeT ¢ XapakTepHbiM# Tpu3Hakamu CJ1.
47,XY,+21 (mumbouuTtsl nepudepuieckoit Kposu),
aHaJIM3 KAPUOTHIIA BBIMTOTHEH TBAXKIbI.

TTapTHepiua — 310poBas KeHIMHa, 22 rona

Hacrynuna onna 6epeMeHHOCTb, 3aKOHUYMBILASICSI POJAMMU,
3710pPOBbII MAJTbUMK.

Jazayeri ¢ coaBT.,
2020 [29].

MyxunHa 36 jieT ¢ XxapakTepHbiMU Tipu3Hakamu C/I.
47,XY,+21 (mumdbouuTtsl nepudepruieckoit KpoBu)
WNudopmariiust o mapTHepiie OTCYyTCTBYET.
OOpaTUIKCh 32 KOHCYJIbTAallMel nepe poXIeHUEM
BTOPOTO pebeHKa, NMepBblii PeOCHOK 310POB.

Hactynunu nBe 6epeMeHHOCTH, 3aKOHYMBIIMECS] POAaAMU
JIBYX 3I0POBBIX CHIHOBEIA.

Poxnenue nereil/HacTymieHre 6epeMEHHOCTEH C IIOMOIIBIO 9KCTPAKOPTIOPATHHOTO OTUIOOTBOPEHMST

Aghajanova
¢ coasr., 2015, 2016
[39,40].

MyxuunHa 29 jiet ¢ xapakTepHbIMU TipuzHakamu C/I.
47,XY,+21[30]

[MaptHepia 26 set, Kapuoturn 46,XX,

0e3 yMCTBEHHO# OTCTaJIOCTH

B pesynbrate mporpammel SKO/MKCH + T T-A
HacTynuiia ofiHa 0epeMEHHOCTh, KOTOpas 3aBepLIUIach po-
JIaMU, 310POBBI MAJIBYUK.

[Tocne noBTOpHOTO OOpallleHUs B LIEHTP PENPOAYKLIMU
JKEHLIMHE ObUIM MEPeHeCeHbI 1BE 0J1aCTOLMCThI C KAPUOTHU -
oM 46,XX. Yposerb XI'' B CBIBOPOTKE XXEHIITMHBI yKa3bI-
BaJl Ha pa3BUTHE OEPEMEHHOCTHU, AajibHelas nHpopMa-
111 0 OEPEMEHHOCTU U €€ UCXO/IE OTCYTCTBYET.

Kim c coaBr.,
2001 [41].

MyxunHa 30 siet 6e3 siBHbIX Tpu3HakoB CJI 1 Bpox-
JIEHHBIX TTOPOKOB Pa3BUTUSI.

Kapuorumn mos 47,XY,+21[7]/46,XY[33]
(mumbouuThl epudepruIeckoit KpoBu).
Tepatozoocrepmust — 100% criepMaTo30UI0B

C KPYTIJIOi TOJI0BKOM (110 TaHHBIM CBETOONTUYECKOM
U 3JIEKTPOHHOM MUKPOCKOTUN).

[MapTHepia 29 jeT, KapuOTHUIT He yKa3aH

B pesynbrate porpammel 9KO/MKCH Hactynmna on-
Ha 6epeMEeHHOCTh, KOTOpasi 3aBepIUMIaCh POAAMU, 310PO-
Bas JIeBOYKA.
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HUU, CBEACHMUS O criocobe 3a4aTusl OTCYTCTBYIOT, OTHAKO
MOXHO TpeanogaraTb, YTo MPOBOIMIOCH MPEIUMILIAH -
TallMOHHOE reHeTuyeckoe tectupoBanue (I1I'T) nium
MpeHaTaJbHbIA CKPUHUHT C BBIITOJTHEHUEM WHBA3UB-
HOW TMarHOCTUKM.

Ony0JMKOBaHbl CBEIEHUSI O POXKICHUU 3MT0POBO-
ro pedbeHKa Mocjie IKCTPaKOPIopaabHOro OIJIOI0TBOPE-
Hus (BDKO/ICSI) ooiuToB 310pOBOIA KEHIIWHBI CIIep-
MaTo30MAaMU MalMeHTa ¢ peryaspHoil opMoil Tpu-
comuu 21 [39,40]. [1pu sTOM MpearMILIaHTALIMOHHOE
reHeThYeckoe TecTupoBaHue Ha aHeyruiouauu (ITI'T-A),
BBIMTOJTHEHHOE Ha 00pasiiax Tpoh3KTONEePMbI, BBISIBUIO
B 12 13 13 (92%) GacToycT HOpMaJTBHBIN KapyuoTHIt [39].
Kpome Toro, onucaH ciydail poxxneHus pebeHKa ¢ HOp-
MaJIbHBIM KapuoTunoM ¢ nomoiubo KO/ICSI npu uc-
MOJIb30BAaHUHU TaMeT OT MalMeHTa ¢ MO3auYHON (hopMoit
CJ1 u rnodyno3oocnepmueii [41].

06cyxpeHne

Cunapom JlayHa XxapaKTepu3yeTcs IIUPOKUM CIEeK-
TpoM (hDeHOTUTUYECKUX HAPYILIEHUI U UX Pa3TIMYHON BbI-
PaXXeHHOCThI0. B TO BpeMsl Kak KOTHUTHUBHbIE Hapylle-
HUS, MBIIIIEYHAS TUTTOTOHUS TIPU POXICHUU W TUCMOP-
(buM MPUCYTCTBYIOT B pa3HOM CTENEHU Y BCEX OOBHBIX,
OOJIBILIMHCTBO accolMupoBaHHbIX ¢ CJI maToJIoruyecKux
MPU3HAKOB U 3a00JI€BaHUI MPOSIBISIOTCS TOJIBKO Y YaCTU
nauueHToB. CII — yacTast ayTocOMHasi aHEYTUIOUIUS, CO-
BMECTHMasI C XXUBOpOXAeHUEeM. BeposTHO, BbIKMBaeMO-
CTHU TaKUX MAlMEHTOB CITOCOOCTBYET OTHOCUTEIBHO HU3KAsI
TUIOTHOCTh T€HOB Ha XpoMocoMe 21, KOTopble Y MalyeH-
toB CJ/I mpencrasieHbl B reHoMe B 3-x konusix. [Ipearnooa-
raroT, YTO KOJIMYECTBO T€HOB, OKA3bIBAIOIIIMX BIUSHUE Ha
KiuHu4eckue nposineHust C, 3HaUMTeIbHO HIKE, YeM
X o0llee KOJIMYECTBO Ha xpoMocome. Ha nmaHHbBIN Mo-
MEHT HE U3BECTHO, YYaCTBYIOT JIM TOJIbKO HECKOJIBKO re-
HOB XpOMOCOMBI 21 ¢ 601b1IMM (peHOTUNTMYEeCKUM D beK-
TOM B onpeneneHuun ¢peHoruna CJII uim xe peHOTUI SIB-
JISIeTCsl pe3yIbTaTOM B3aMMONEUCTBUSI HECKOJIBKUX TEHOB
¢ ymMmepeHHbIM 3¢ dexkToMm [42]. [Ipennonarator, 4To Hau-
0oJiee YyBCTBUTEIbHBIE K 103€ TEHBI XPOMOCOMBI 21 BOBJie-
YEeHBI B TeHe3 MOCTOSIHHBIX Mpu3HakoB CJI, B TO BpeMs Kak
HEYyBCTBUTEJIbHBIE C MEHBIIEH BEPOSITHOCTHIO yYACTBYIOT
B hopMmupoBaHuU natojorunyeckoro penoruna CII [43].

HecMoTps Ha TO, 4TO 60ABIIMHCTBO MYKUuH ¢ CJI
UMEIOT TSKeNble HapyllleHUs cliepMaToreHes3a, B JuTepa-
Type ONMMUCAaHO HECKOJbKO NOKA3aHHBIX CIy4aeB POXIe-
HUS IeTell OT MyX4YUH ¢ peryasipHoil dopmoii CII, 6epe-
MEHHOCTb OT KOTOPBIX HACTYMMWJIa €CTECTBEHHBIM ITYTEM.

TeopeTrueckuii pUCK poxxaeHUs pebeHKa ¢ TPUCOMU-
eit 21 y marmenToB ¢ CJI coctapisieT 50%, 'y hepTHIIBHBIX
xeHMH ¢ CJI poxnparoTtcest kak 6oiabHbie CJI, Tak 1 310-

poBblie 1eTH [11], omHaKO BO BCeX OMMCAHHBIX B JINTEPATY-
pe cyJasix 0epeMEeHHOCTH OT MYKUMH C peryJsipHoii (pop-
moit CJI, KapuOTHUIT POXKIESHHBIX €Tl ObUT HOPMaJIbHBIM.
JlaHHbIl (heHOMEH, HECOMHEHHO, TpeOyeT najibHel1ero
n3ydeHusi. BO3MOXHBIMU OOBSICHEHUSIMU MOTYT OBITh KakK
MaJiblii 00beM BBIOOPKH, MCKaKAIOIIUIA ICTUHHYIO KapTH-
Hy, TaK Y CIIelIMaTbHbIe OMOJOTMYECKIEe MEXaHU3MBI, TIpe-
MISITCTBYIOIIME CO3PEBAHUIO MYXXCKHMX TaMeT C aHOMaJIb-
HBIM HAOOPOM XPOMOCOM, a TAaKKe BBI3BIBAIOIINE KOPPEK-
LIMI0 TPMCOMUHN Y SMOPMOHA Ha PAHHUX CTAIMSIX Pa3BUTHSI.
[Ipenmonarator, 4YTo MEXaHU3MBI YIAJIEHUST aHEYTUIOW]T -
HBIX HE3PEJIBIX TTOJIOBBIX KJIETOK (TIperaMeTUYeCKUii OT-
0op) B Ipolecce criepMaroreHesa 6osiee 3(pheKTUBHBI, YeM
nipu ooreHe3se [44]. [TokazaHo, 4TO Y My>KUMH C YUCTEHHBI-
MU aHomanusimu roHocoM (47,XYY, 47,XXY) cooTHolle-
HME raMeT ¢ OHOM MmojoBoii xpoMocomoit (23, X unu 23,Y)
ObUTO OJTM3KO0 K HopMajibHOMY 1:1 (okoio 50%) [45,46].
DTU JaHHBIE CBUIETEBCTBYIOT, UYTO Y MY>KYMH C aHOMAJTU -
SIMU TTOJIOBBIX XDPOMOCOM B COMaTUYECKUX KJIeTKaX, IOJI0-
BbIE KJIETKHY TIOABEPIaloTCs ISHCTBUIO MEXaHU3MOB CEJIeK-
TUBHOTO OTOOpA, HAIIPaBJICHHOTO IMPOTUB KJIETOK C XpO-
MOCOMHBIM JucOaiaHcoM. MOXHO TIPEANOJIOXKUTh, YTO
AHAJIOTUYHBIN OTOOP MPOXOIAT U TMOJIOBBIE KISTKU MYXK-
yuH ¢ CJI, 01HaKO COTJIaCHO UMEIOIIMMCS Y Hac CBeJe-
HUSIM, IIMTOTEHETUIECKUE MCCIIEIOBAaHUS Ha CIIEpMaTo-
3onnax MyxxuuH ¢ CJ1 He TpOBOAVMIIN, U TaHHAsI TUTIOTE3a
HyXIaeTcsl B TpoBepKe. B utepatype onrcaHo HECKOIb-
KO cJIyJyaeB poXIeHUs neteit ¢ peryasipHoii popmoit CJI
OT (PeHOTUITMYECKN HOPMAJIbHBIX OTIIOB C HU3KOYPOB-
HEBBIM MO3aWIIM3MOM T10 XpoMocoMme 21, BBISIBICHHBIM
rnocjie poxneHust 6oJbHOTO pedeHka [47], a Takke pox-
JIeHUE YMCTBEHHO OTCTaJION Jo4YepUu ¢ MO3au4dHOI (op-
moit CII oT oTua ¢ Mo3an4yHoit hopmoit Tpucomuu 21 [48]
(Ta64. 2). OrncaH cirydail poXXIeHUs IBYX 300POBBIX IETeil
OT MY>KYMHBI ¢ HOPMaJIBHBIM (DEHOTUITOM 1 MO3aUIIMI3MOM
o xpomocomMme 21 B mepBoM Opake v 0eCIIoaueM BO BTO-
poM Opake, BEI3BAHHBIM a3oocriepMueii [36], HoO TaHHBIE,
MOATBEPXKAIOIIMe OTIIOBCTBO, B pabOTe HE MPENCTaBICHbI.

[Mpu aHanm3e poXXaaeMOCTH OT MYKYUH C TPUCOMM-
eif 21 TakKe cleayeT yUMThIBaTh MEIUKO-COLMATbHBIC
(bakTopbl. Bo3MOXHO, 4TO HE BCe CTydau OTIIOBCTBA MYX-
yuH ¢ C/I ouimaibHO 3aI0KyMEHTUPOBAHbI, U, HAIIPO-
THUB, OPUIIMATIBEHO 0(OPMIIEHHOE OTIIOBCTBO HE SIBJISICT-
¢ pakTuyeckum. HecMoTpst Ha COOOILEHUST O POXKIE-
HUU TOJIBKO 3A0POBbIX AeTeil oT MyxkunH ¢ CJI, He cienyer
HEIOOIIEHUBATh PUCK POXIEHUs pebeHKa C TPUCOMM-
eii 21. He uckitoueHo, 4To citydyau poxkaeHust 00JbHBIX Je-
Tel OT MY>XXYUH C peryJsipHoil popmoii Tpucomuu 21 ume-
JIX MECTO, HO He ObUIM OMMCaHbI B IuTeparype. MHorue
aCITeKThl HapyIlIeHus QepTUILHOCTU U CliepMaToreHe3a
ripu CJ1 10 HacTOSIIIIero BpeMeH! OCTaI0TCS HEM3yYeHHbBI-
MM, M1 HEOOXOIMMBI JaJIbHEHUIINe UCCIIeTOBaHUS. DTHYe-
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HAYYHbIE OB30PbI

cKue poOieMbl POXKISHUSI M BOCITUTAHMS IeTeil MaleH-
Tamu ¢ CJI aBISIIOTCS CIOKHBIM BOITPOCOM U TPEOYIOT OT-
JEJTbHOTO PACCMOTPEHMSI.

3ak/ouyeHmne

s CJ1 xapakTepHbI MHOXECTBEHHBIE BPOXXICHHBIE
aHOMaJIMM, B TOM YKCJIe HapyllIeHue pa3BUTUS U DYHK-
IIUA OPTAHOB PETPONYKTUBHON cucTeMbl. JIJIsi MHOTHUX
MalMeHTOB MYXXCKOTO ToJIa ¢ TpucoMueit 21 xapakrep-
HBI TUTTIOTOHAINU3M, CHUKEHWE JIMOUI0 U 3PEKTUIIbHAsI

IUChYHKIIMS, BEIpaKeHHbIC HApYIIeHUsT CliepMaTOreHe-
3a, IEpBUYHOE OECIIIIOUE BCIIEACTBUE a300CTIEPMUN WITU
0JIMTO300CTIEpMUU. B CBSI3U € 3TUM MaIbYUUKU-TOIPOCT-
K1 ¥ My>X4uHbI ¢ C/] HyXknaloTcst B 00s13aTeIbHOM Ha0JII0-
NIeHUU yposiora-aHapoJora. BeipaxkeHHas (peHoTUnMye-
CKasl BapuabesIbHOCTh, Ha0mo1aeMasl y allMeHTOB, Mpo-
SIBJISIETCSI U B OTHOLIEHUM COCTOSIHUSI OPTaHOB ITOJIOBOM
CHCTEMBI, PEIPOITYKTUBHON (PYHKIIMU U (HDEePTUIHHOCTH.
Y MyX4uH ¢ Tprucomueit 21 MOXeT ObITh COXPaHHBII WU
YaCTUYHO COXPAaHHBIN criepMaToreHes, U Takue maiyeH-
TBI MOTYT OBITH (PepTUIILHEL. B CBsI3M ¢ TeM, 4YTO MHEHUE

Tabnuuya 2
OnuncaHusA cnyyaeB POXKAEHUA AeTell OT MY»KUMH ¢ Mo3auyHol ¢popmoli Tpucomum 21
HcrouHuk CBejieHUs1 0 My>KYMHe (MalueHTe) CBelieHMs O MapTHeplie CBelleHUsI O POXICHHBIX JIETSIX
Walker, Kapuotumn no numdonuram nepudepuieckoit Kpo- Kapuotumn no numdonu- JleBouka ¢ YMCTBEHHOM OTCTa-
Ising, 1969 [48]. BU (aHAJTU3 BBITIOJTHEH ABaXIbI): Tam nepudepuieckoit Kpo- siocThio. Kapuortumn no aumdoo-
1) mos 46,XY[9]/47,XY+G[1] BU 46,XX (aHaIM3 BBITOJHEH uuTtam nepudeprueckoil KpoBu
2) mos 46,XY[14]/47,XY+G|[6] TIBAXKIbI). (aHaIM3 BBITTOJHEH ABAK/IbI):
YkazaHo (heHOTUMUYECKOEe CXOACTBO C I0YEPhIO. 1) 46, XX
2) mos 46,XX[17]/47,XX+G|3]
Hsu ¢ co- Bospact 24 rona (Ha MOMEHT poxXIeHMs riepBoro pe- | Bospact maptHepiuu 20 jer, Ponunucs 3 pebeHka.
aBT., 1971 [47]. 6enka ¢ C[1). ®enotunmuecku C/I He BBIpaKeH. Kapmuo- OnHa heHOTUITMYECKN HOP-
Kapuotur 46,XY[20] (mumbounTsr epudepude- Tt 46,XX[20] (uMboLnTE MaJibHasl IeBOYKa
CKOIi KpOBH); nepudepuyeckoi KpoBu); (KapuOTHII HE UCCTIeIOBaH)
mos 45,X[2]/46,XY[84]/47, XY+G[7] mos 45,X[2]/46,XX][70] u nBoe nereit ¢ C/1:
(hndpoGIaCTHI KOXM); (bnbGpoGIaCTBI KOXKM) JIEBOYKA U MAJIbYMK — KapUOTH-
mos 46,XY[48]/47, XY+G|2] TI6I TI0 TUMoUTaM niepuce-
(TecTUKYISIpHBIE (DUOPOOIACTHI). puyeckoii Kpou 47,XX+21[20]
Takxe uccienoBaHbl MeTadazHble XPOMOCOMBI u 47,XY+21[20],
B 21 ciepmarouute | 1 13 criepMaTOroHMATBHBIX COOTBETCTBEHHO.
KJIeTKaX.
18 u3 21 ciepmaTouuta I B iuakmHese comepxka-
71 23 OuBasieHTa 1 2 CriepMaToLuTa UMEJTU 10~
TOJIHUTENbHEIN YyHUBaJIeHT G. B cepmaroronu-
ax B 10 u3 13 metadas o6HapyxeHO 46 XpOMOCOM
U B 3 KJIeTKax — 47 XpOMOCOM.
Bospacr manuenra 21 ron. @enorunuuecku CJ Bo3spact naptHep- Manbuuk ¢ C/1, kapuo-
HE BbIPaXEH. i 22 rona. Kapuo- tun 47,XY+21[20] (1mumdoun-
Kapuorun mos 46,XY[47]/47,XY+G[3] (mumborun- | turm 46,XX[20] (iumbormTsr ThI Nepudepryeckoit KpoBu)
ThI TIepudepuIecKoii KpoBu) nepudepudecKkoit KpoBH)
Bospacrt nauuenra 30 jet. @enorunuyecku CJI BospacTt nmaptHepiu 28 JeT. Maubuuk ¢ CI,
He BbIPaXKeH. Kapuotu 46,XX[20] kapuoruit 47,XY+21[20]
Kapuotum mos 46,XY[41]/47,XY+G|[2] (;mumborm- (mumbouunTel nepudepuye- (mumbouunTel iepudepudecKoit
Thbl ieprudepuyecKoii KpoBu); CKOI1 KpOBM) KPOBHU)
mos 46,XY[48]/47,XY+G[2] (pubpobracTsl KOXM)
Lu c coasr., My:xkuuHa 41 ron. @enorunmnyecku CJ1 He Bbipa- ITo nepBoii mapTHep1e HeT J1Ba 310pOBBIX peOeHKa
2005 [36]. KeH. HapyXHble 1oJjioBble OpraHbl HOpMaJIbHO pa3- JIaHHBIX, Y BTOPOIi apTHep- POIMJIUCH Y TIEPBOIA XKEHbI (BO3-
BUTBIE, TIO MYKCKOMY TUITy. A3oocriepMusl. [unepo- | 1y NpU3HAKOB HapyLLEHUsI pacT My>KYMHbI HA MOMEHT pO-
HaIOTPOIHBII I'MITOTOHAIM3M. (bepTuabLHOCTH HE OOHApPYXKe- 1oB 25 u 29 ner,
Kapuotumn mos 47,XY+21[3]/46,XY[47] (iumpouu- | Ho. B Gpake co BTopoii map- COOTBETCTBEHHO). CBeleHUs
Thl ieprudepuIecKoii KpoBH). THepLUei Oecruionue B Teue- 0 MOATBEPXKIECHUN OTLIOBCTBA
Kapuorun no pesynbratam FISH ananu- Hue 4 JieT. MOJIEKYJISIPHO-T€HETUYECKUMU
3a (1uMboLUThI epudepruyeckoit KpoBu) — MeTOoJaMU B IyOJIMKALIMK
mos 47,XY+21(3%)/46,XY(97%). OTCYTCTBYET.
Mukponeneuuii xpomocombl Y B JioKkyce AZF
He 0OHapyXeHO.
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0 CTepUJIbHOCTU MYXK4uH ¢ CJI mMpoKo pacrpocTpaHe-
HO, HE0OX0AUMO MHMOPMUPOBAHUE Bpayeil pasIuyHbIX
CTIEIIMATIBHOCTEN O BO3MOXHOM COXpPAaHHOCTU PENPOAYK-
TUBHOU byHKuMM y mauueHToB ¢ CII. [TanueHTsl, UX po-
IUATEU U OTIEKYHBI TOJDKHBI OBITh TPOMHMOOPMUPOBAHbI
0 BO3MOKHOCTH HACTYIUJICHUSI 06pEMEHHOCTH U CITOCO0ax
KOHTpalenuuu. B cBsIi3u ¢ BBICOKMM PUCKOM BOBHUKHOBE-
HUS aHEYIIJIOMINU Y IIOTOMCTBA TaKMX MallMeHTOB MTOKa3a-
HO MPOBEIECHUE TOPOJOBOI TeHETUYECKOI TMarHOCTUKH.
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