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" beAopycCcKmii FOCYAQPCTBEHHbIN MEAMLIMHCKMIA YHUBEPCUTET, MMHCK

2 BTopasi ropoAckas AeTckast KAMHUuYeckas 60AbHMLA, MUHCK,
Pecny6amka beaapycb

Cunzpom llepemesckoro—Tepuepa (CIIIT) — ato camoe pacmpocTpaHeHHOe TeHETHYECKOe HapyIleHne, CBI3aHHOe ¢ aHOMa-
seit X-xpomocombl. [ToJiHOE OTCYTCTBIE BO BCeX KJIeTKaX 0fHON u3 X-xpomocoM Berpeuaercst B 40—50 % ciryuaes 3abosieBatusi.
Y 5% nannentok ¢ CIIT psiziom ¢ kiaeTkamu Ge3 TeHETHYECKOT0 Mareprajia X-XpOMOCOMbBI CYIIECTBYET KJIETOUHAsT JIMHUS C
kapuoTuiom 46,XY uin ToJabKO 4acTh Y-XPOMOCOMBI, YTO KJIMHUYECKU MOMKET ITPOSIBJISIThCS BUPU/IN3AlMel U CMelIaHHOMN Jnc-
renesueii ronaz. Panngas naentudukaius reaeTndeckoro Mmarepuaia Y-xpomocompl y nanuentok ¢ CIHIT umeer Gosbinoe Kiau-
HUYECKOEe 3HAYeHUE 13-3a MOBBIINIEHHOTO PIUCKA BOSHIKHOBEHISI TeDMUHOTEHHBIX OITyXOJIEI.

B craTbe npuBesensl gannbie 0 cobcTBeHHOM Habmoaenun 3a aeBoukoii ¢ CIIT ¢ peskuM BApMaHTOM KapUOTHUIIA, COAEPIKALIETO

TeHeTHYECKUIT Marepuast Y-XDOMOCOMI)I.

KioueBbie cioBa: CUHAPOM LHepemeBcrcorofTepHepa, JIeTH, Y-XpOMOCOMa, MO3auIu3M, TOHa]IO6]IaCTOMa, JIMarHOCTHKA.

CI/IH,Z[pOM [ITepemesckoro—Tepuepa (CIIT) —
9TO HauboJiee PaCIPOCTPAHEHHOE TEHETHYECKOEe
HapylIeHue, CBSI3aHHOe ¢ aHOMaJInel X-XPOMOCOMBI.
Berpeuaercst ¢ wacroroit 1 coyuaii ma 2000—2500
JKUBBIX HOBOPOXK/IEHHBIX € jKeHCKUM (heHoturiom [11].
Buepsbie cunapom 6b11 oncan H.A. IlepenieBckum
(1925) u X. Tepuepom (1938). X. Teprep BbIme I
TPHaAy TUIUYHBIX JJis1 3a00JIeBaHUST TIPU3HAKOB:
BBIpQKEHHOE HapylieHue (hyHKIINU TOHAJ, HU3KOPOC-
JIOCTh, NIMPOKas JiarepajbHas CKJaJKa Ha Iee
(IMefHbII TTEepUrnym).

[TepBoe uccienoBanne KapuoTUIa y TAIIMEHTOK C
CHIT mposeneno B 1959 roxy Y. Mopmom, KOTOPBIi
YCTaHOBMJI, YTO B OCHOBE 3a00JIeBaHS JI€KUT MOHO-
comuss 1o X-xpomocome (45,X kapworumn) [11].
3aperucrpuposano 6osee 30 BapuaHTOB KapuOTHUIIA
npu CIHIT. 45,X-MoHocOoMUst (TIOJTHOE OTCYTCTBYE BO
BCeX KJIETKaX OJHON M3 X-XPOMOCOM) BCTPeUYaeTcs B

40—50 % coyuaeB 3abomeBanust. JIJsT pasiIUIHBIX
BapUAHTOB MO3aUIM3Ma XapaKTePHO HAJMUNE OJHO-
BPEMEHHO KJIETOUHBIX JUHUN ¢ KapruoTuimoMm 45,X u
KapHOTUIIOM ¢ ABYMs U GoJiee TIOJIOBBIMU XPOMOCO-
Mamu. CTPYKTYPHBIE aHOMAJINK X-XPOMOCOMBI (1eJie-
MU, U30XPOMOCOMBI ¥ KOJIBIIEBBIE XPOMOCOMBI)
BoisiBssTioT B 30 % ciryuaes.

¥ 5 % nanumenrtos ¢ CIIT ormeyaior cTpyKTypHbBIE
aHOMAJINU Y -XPOMOCOMBI (M30XPOMOCOMBI TI0 JIJIMH-
HOMY ILJIedy W JUIEHTPUYECKHE XPOMOCOM) U MO-
3aWYHBIN KAPUOTHUII, BKIIOYAIOIIUI KJIETOUHYIO JIMHITO
¢ HasmuneM Y-XpOMOCOMBI Ui ee ¢hparMeHToB |2, 5,
13, 19]. Cornacuo Unkarckomy KOHCEHCYCY Hapylie-
Huit inddepentmponkn nosta (2006) CIIT e BrJt0-
yaeT I ¢ HamnyueMm Y-xpomocombl [14]. Ciyuyan
¢ kapuotunoMm 45,X/46,XY OTHOCAT K CMeIIaHHOI
JIUCTEHE3UN TOHAJ WU OBOTECTUKYJSPHOUW (hopme
Hapymenuit auddepeniiupoBku mosua. OpHako cor-
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IoroBoe pa3BUTHE NAUUEHTOK C KAMHUYECKMM AUArHO30M CLUT B 3aBMCMMOCTH OT KapuoTtuna

FeHoTun

®deHoTun

45, X

Moaoson nHdaHTMAM3M (90 %)
HopmaabHoe noroBoe co3speBaHme u MeHcTpyaums (10 %)

MoaoBoin nHpaHTMAM3M (30—58 %)

45,X mo3anumsm (6e3 Y) (46, XiXq; 46, XX; 47, XXX;
46, X, del (Xp))

HopMmaabHOe noAoBOe co3peBaHme M CoHTaHHOe MeHapxe (70 %)
(V.P. Sybert, 2002)

HopmaabHoe noAoBoe co3peBaHMe 1 CrioHTaHHOe MeHapXxe (42 %);
TOABKO Y MOAOBMHbI (21 %) peryaspHble MeHCTpyaLum
BO B3pocAoM Bo3spacTe (B. Lippe un coasT., 1993)

45 ,X/46,XY MO3anMUmM3Mm u1:
ABYCTOPOHHME MHTPaabAOMMHAAbHbIE CTPEK-TOHAAbI

MHTpaa6AOMVIHaAbHaS| CTpeK-rOHapa +
MHTpaa6AOMVIHaAbHOB ANYKO

MHTpaa6AOMVIHaAbHa§| CTpeK-rOHapa + 4AMYKO B MOLLOHKe

[MoAoBoOM MHDAHTUMAM3M

Kantopomeraaus (amartos CLUT mckaiouen)

HeonpeaeAeHHOe CTpoeHMe Hapy>KHbIX FreHUTaAUM

(amarHo3 CLUT mckatoueH)

06a g9MuKa B MOLLIOHKe

My>kumnta ¢ 6ecnaoamem (amarto3 CLUT mckAtoueH)

JIACHO MEJK/IYHAPOIHBIM KJIMHUYECKUM PEKOMEH/a-
IIUSIM TI0 BEJIEHUIO TTAIIMEHTOK ¢ CUHAPOMOM TepHepa
(IlmanmanaT, 2016) quarnos CIIT ycranasiuBaet-
s IAIUEHTKAM C KEHCKUM (DEHOTUTIOM U € KaPUOTH-
TOM, KOTOPBIIl MOKET BapbUPOBATh OT TIOJHOW MOHO-
comuu 45,X 710 MO3auIM3Ma ¢ HOPMAJIbLHONW KJIETOY-
voit ymmHuent (46,XX wumm 46,XY) nuau KIeTouHon
JIMHUEH €O CTPYKTYPHBIMU AHOMAJIUSIMHU TIOJIOBBIX
XpoMocoM. Mo3anvHbIii BApUAHT KapUOTHUIIA, COZEP-
JKAIU TeHeTUYECKUI MaTepuas Y -XpOMOCOMBI, TAaKKe
otHOocaT k CIIIT, kpome cayyaeB ¢ My>KcKuM (heHOTH-
oM. IloHoe wam yacTudHoe TpucyTcTBre Y-Xpo-
MOCOMBI B Psijie KIE€TOK KIMHUYECKH MOJKET TPOSIB-
JIATBCS BUPUJIM3AIE M CMENIeHHOW J[MCTeHe3nei
rouair. [Ipu couerannu xapuoruia 45X/ 46XY (uaun
JIPYTUX BapUAHTOB KAPUOTHUIIA) C MYXKCKUM (DeHOTH-
riom siaruo3 CIIT nerrpaBomoyen [11].

[uarnoctuka CIIT ocHoBana Ha ycTaHOBJIEHUU
XapaKTEePHBIX (DEHOTUITUYECKHUX PU3HAKOB BO BPEMSI
ocMoTpa pebeHKa ¢ 3aePKKON PocTa WK TT0JT0BOTO
pasBuUTHs (KPHIJIOBU/IHbIE CKIIA/IKH TI1E€U, HU3KII POCT
BOJIOC, IITO3, BIMKAHT, BBICOKOE TrOTHYecKoe Hebo,
poTHpPOBaHHbIE YIITHBIe pakoBuHbBI) [11, 19].

BceM ieBoukaM ¢ TUIIMYHBIME CTUTMAaMU JAU39MO-
puoreHe3a PeKOMEH/I0BaHO Kapuoturposanue [11].
C aroii menpio uccaenyioT nepudepuvyecKkue JIuM-
doruTel. Bo nsbexanue AuarHoCTUYECKON OIUOKI
[IPU MO3aNYHOI (hopMe MOHOCOMHUU BasKHO JI0CTATOY-
HOE KOJINYEeCTBO HCCJeyeMbIX KJeToK. [Ipu Bbipa-
JKEHHBIX KJIMHUYECKUX TPOSIBJIEHUSAX U OTCYTCTBUU
M3MEHEHUIT TIPU UCCIeJOBAaHUN XPOMOCOMHOTO Habo-
pa B auMdonmTax HeoOXOAUMO OBTOPUTh KAPUOTH-
MMUPOBaHME, UCIOJb3Ys JIpPYyrue TKaHu (HarpuMmep,
bubpobmacTel nan OykkaabHBIH smuTennii) [19].
B zaBucumocTtu ot BapmanTta kapuotumna npu CIIT

OTMeYaloTCs pa3Hble MOP(OJIOrHYecKre BapUaHTHI
CTPOEHWSI TOHAJ ¥ OCOOEHHOCTH MOJIOBOTO PA3BUTHS
(tabiuua) [17, 18, 24—26].

YacroTa BBISBIEHUS TEHETUYECKOTO MaTepHasa
Y-XpoMOCOMBI BO3PACTAET C PA3BUTHEM HOBBIX MOJIE-
KYJSIPHBIX METONOB AuarHocTuku. llommmepasnas
nernHast peaknusi (II1IP) B peasbHoM BpemeHu c
HECKOJBKUMU Y -CTeNUUIHBIMU 30HIaMU  GoJee
YYBCTBUTENbHA, 4eM (DIyopeciieHTHas Tubpuan3a-
uus in situ (FISH). Ee ncnosb3oBanue mo3Bosser
YCTaHOBUTH Y -Mo3autuaMm Hosiee 4eM B 12 % ciryuaes
CUIT [16, 23].

TpagutmonHo onck pparMeHToB Y-XPOMOCOMBI Y
rmannedTok ¢ CIIT BeimonHseTcss B ABYX caydasx:
[IPY HAJUYUN MPU3HAKOB BUPUJIUSAINHN W/WJIH TIPH
HaJTMYUW MapKepHOI XPOMOCOMBI, He NAeHTUhUIN-
POBaHHOH KJIACCUYECKUM ITUTOTEHETHYECKUM METO-
nom. OxHako B paborax P. Canto (2004) u B. Bianco
(2006), B koTOpbIx Hcnob3oBatack [IIP s nccre-
JOBaHUS TAIMEHTOK ¢ KapuoTunom 45,X, ObLT neH-
tudunrpoBal Marepua Y-xpomocombl B 9,3 u 35 %
CJIy4aeB COOTBETCTBEHHO. JTO TIO/ATBEPIK/IAET THUIIO-
TE3y <«CKPBITOTO MO3aWIIM3Ma» y BCEX TMAIMEHTOK C
kapuorunom 45,X |3, 7].

Pannsas nnentndukanms reHeTHYeCKOTo MaTepra-
sa Y-xpomocomsbl 1ipu CIIIT umeer 60JbII0e KIMHN-
yeckoe 3HaYeHHe M3-3a TIOBBIIIEHHOTO PHCKA BO3HUK-
HOBEHUSI TEPMUHOTEHHBIX OITyXO0JI€ell, TAKUX KaK TOHa-
nobiactoma [3—6, 20]. TonamoGiacTomMa sBJISETCS
JOOPOKAYECTBEHHOI OIMYXOJIbI0, 00IaMAI0MIell BhICO-
KIM TIOTEHIINATOM 3JI0KauecTBEHHON TpaHchopma-
uu, 1 MoxeT auddepeHInpoBaThCs B IpyTue rep-
MUHOTE€HHBIE OITyXOJIH, HAlPUMeED, AUCTEPMUHOMBI 1
peke B TEpPaTOMbI, 3MOPHOHATIBHYIO KapI[HHOMY,
XOPHUOKAPIIUHOMY.
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B nacrosiiiee BpeMsi akTUBHO U3y4aroT CBSI3b OIpe-
JIEJIEHHBIX TIOCJIEI0BATEIbHOCTEN Y -XPOMOCOMBI C PHC-
Kamy pasBuTHs roHagobmacrombl ipu CIIT. B Hayu-
HOIT JiTeparype 00CYsKIAI0T TeHbl-KaHIUAAThI, acco-
IIMUPOBAHHBIE C Pa3BUTHEM TePMHHOTEHHBIX OITyXO-
seir, — SRY, TSPY, DYZ3 u OCT4 [3, 8, 10, 16, 19, 22].

Ter SRY (o6sacth Y-XpOMOCOMBI, OTBETCTBEHHAST
3a olpejlesieHre ToJa, aHriL. sex-determining region
on the Y) pacrnosioxken Ha KOpoTKOM Iuiede Y-Xpo-
MocoMmbl (Yp11.3) u mHUIMUpPYyeT mpoIecc JeTepMu-
Haruu 1 1udhepeHnnpoBKr MYKCKOTO TI0J1A.

DYZ3-ren pacmonokeH B TMepUIEHTPOMEPHON
obstactyt Ha Yp12 1 vrpaet poJib B OIPeJeeHIH 101
u crabuabHOCTH XpoMocoM [3, 10, 19].

GBY (siokyc ronazobiactoMbl Ha Y-XPOMOCOME)
npejcTaBisier co60i IeH, MPEAIION0KUTEIBHO CBSI-
3aHHBI C BO3HUKHOBEHUEM OITyXOJIEl, TPOUCXOJIS-
MIMX U3 JUCTEHe3NPOBAHHBIX TOHA/. [eH pacroioxeH
B HeGOJIBIION 06J1acTH KOPOTKOrO Iieya Y-XpoMo-
coMmbl, 6;113Koii K ieHTpomepe. TSPY (crerududHbiit
JUIs AndeK Y -KOAMPOBAHHBIN OEJIOK) SBJISIETCS TeHOM-
karauaarom st jokyca GBY, KoTopbrii, BO3MOXKHO,
CBsI3aH C pasBUTHEM roHazob6actomsl [9, 16, 19].

JIpyruM TeHOM, CBSI3aHHBIM € TOHaL00JIACTOMOI,
aasgercs OCT4 (dbakTop TpaHCKPUIIINHU, CBSI3BI-
Bafornii oktamep 4), m3BectHbiii kak OCT3 wnim
POUSFI. 910t reH siBJIsIeTCsT OMYX0JIE€BBIM MapKePOM
3aPOJIBIIIEBBIX KJIETOK, TAKUX KaK rOHazo0JiacToMa,
JmcrepMrHOMa, cemuuoma u zip. [ 1, 10, 19].

Puick pasBuTH rOHaZ00JACTOMBI Y IAIUEHTOK C
CHIT npu Hanmymm B KapHOTHUIIE T€HETUYECKOTO
Marepraia Y-xpoMocoMmbl cocrasisier 7—10 % [10,
12, 15]. Takum meBOYKaM IOKa3aHa IPEBEHTHBHAS
roHa/PKToMust. [Ipu oTKasze ot ee MPOBEEHUS PEKO-
MEH/IOBAHO JMHAMUYECKOe HabGIIoIeH e ¢ KOHTPOJIb-
HOU coHorpacdueil, BKIOYas ONIIEPOBCKYIO COHO-
rpadmio ronax [11, 10, 19].

BenencrBue penkoil BCTpeuaeMoOCTH B IeIMATPH-
yeckoil mpakTuke CIIT ¢ maamumem reHa meTepmu-
Haru noja SRY npusogum cobeTBennoe HabogeHue.

IManuentka A., 24.04.2002 1. p. (16 sier), Haboza-
ercsi B [OpOJICKOM JIETCKOM 9HJIOKPUHOJIOIHUECKOM
nenrtpe (r. MuHCK) ¢ 5 JieT, Korja BIepBble Oblia
HarpasJieHa K IETCKOMY SHIOKPUHOJIOLY € jKajmo0aMu
Ha CHUJKEHME TEMIIOB POCTa C JIBYXJIETHErO BO3pACTa
U yBeJIMYEHNE KIUTOPA B TeUEHUE MOCJIeIHUX 6 Mecsi-
1eB. V3 aHaMHesa: IeBOYKa OT [ePBOi GepeMEeHHOCTH,
pozos B cpoke 39—40 Hemeb, IpoTeKaBIInX 6e3 0co-
6ennocreit. Macca npu poskzaenuu 3000 1, aiuna Tea
50 cM, orerka 1o mkaje Amrap 8/9. Pannee HepBHO-
MICUXUYECKOE PA3BUTHE COOTBETCTBOBAJIO BO3PACTY.
Ipynnoe BckapmimBanme 0 1 roga m 8 Mecsiies.
ITepenecentbie 3a60J€BaHUST: IPOCTY/IHbIE, TUILEBAsT
aseprusi. HacoencTBeHHOCTD: y 6a0yIIKU 10 MaTe-
PUHCKON JIMHUY XPOHUYECKWH Ay TOUMMYHHBIH THPeO-
uuT. B Bosdpacte 4 jieT y eBOYKM TP MTPOBEIEHUN
yasrpasBykoBoro uccaenoparus (Y 3U1) obHapyskeH
BPOXK/IEHHBII TTOPOK CEP/IIIA — OTKPBIThII A0PTAIbHbIIT
nporok (OAII), OuKyCIMIaIbHbII a0pTaJbHbII KJIa-
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nan 6e3 HapyiieHust GyHKI. [IpoBeseHo XUpypru-
yeckoe jedenne — okkio3ust OAIL cimpambio.

ITpu ocmotrpe cocrosiHue pebeHKa YAOBJIETBOPH-
TesbHOE. TesocokKeHne TUIepCTeHnYecKoe, Mupo-
Kas rpy/fHasi KJIETKa, KOPOTKasl Iiesl, HU3KUIL POCT
BOJIOC Ha IlIee ¢ JIMHUEN POCTa, HAIPaBJIEHHON BBEPX,
HU3KOPACIIOJIOKEHHBIE YIIIHbIE PAKOBUHBI, SIUKAHT,
MUKDPOTHATHs, <«roTudeckoe» Hebo. Kojka 0ObIYHOM
OKpaCKH, YHUCTasl, TUIEPTPUXO3 HA MPEATIEYbsX.
Buaumble causucTbie 000JOUKHA DPO30OBBIE, YKCTHIE.
[TonkosKHasT JKUPOBAs KJIeTYaTKa Pa3BUTA YMEPEHHO,
pacrpejiesieHa paBHOMepPHO, oTekoB HeT. KocTHo-
MbIllIeYHasT cucreMa 0e3 BUAMMBIX edopMaliuii.
[[luToBuaHAsT >Kee3a He yBesgudeHa. TOHBI cepiia
rpomkne, putmuaaeie, YCC 86 3a 1 muH, A/l —
90/50 mm pr. cT. /[pIXaHue BE3UKYJISIPHOE C YaCTOTOM
20 3a 1 mun. [leuensp He yBesnueHa. CerneseHka He
naiabnupyercs. [leprcTaibruka KUIIeYHIKa OObIYHAS.
JKUBOT MSATKMii, JOCTyIIeH T1yOOKO# MajbHaluud BO
Bcex otrnenax. Ctys onuH pa3 B 2 CYTOK, IUype3
nocratounerii. IlomoBoe pazsutne 1o Tanuepy:
Ax1 P1 Mal Me abs, kaurop runeprpoduposa,
JUTMHA 2 cM. AHTPOIIOMETPUYECKUE JIaHHbBIE: POCT —
102,5 cm (3-i1 mepuenTuin), Bec — 15,5 kr (3—10-it
neprieHTHb) (pucyHok). Poct matepu — 167,0 cwm,
poct otmia — 188,0 cMm. Tenernueckuii poct — 171,0 cm
(75—90-i1 meprienTnib). Ckopocth pocta — 5,6 ¢M/TOzI.

Pesyvmamut nposedeniozo 1abopamopro-uncmpy-
Menmanviozo 06caedosanust

buoxumuueckuii aHaams KpPOBU: HATpUi
137,3 mmonb/n (Hopma 132—145 mMmoub /1), Kanuii
3,83 mmosb/n (Hopma 3,1—5,1 MMOJIb/J1), TJIIOKO3a
4,4 mmoutb /a1 (HopMa 3,33—5,55 MMOJIB/J1).

TopMoHanbHBIN aHAJIN3 KPOBW TIOKA3ajl HU3KUN
YPOBEHb MHCYJIMHONOLOOHOrO (akropa pocra-1
(UDP-1) — 84,3 ur/mu npu Hopme 98—156 Hr/mir.
OcrasipHble TIOKa3aTeau B IpejesiaX BO3PACTHOM
HOPMBI:  (OJITUKYJIOCTUMYJUPYIOMUI TOPMOH
(OCT) — 1,3 MME/Mma (opma 1,8—10,5 MME /M),
motenHnzupytomuii ropmon (JIT') — 0,37 MME /ma
(1,0—-10,0 MME/mn), acrpammon — 0,24 um/n
(mopma wmenee 0,5 HM/J), HeTUIPOIMUAHIPOCTE-
pon — 18,96 mxr/mn (wopma 2,8—85 MKr/min), Kop-
tuzon — 255 um/in (nopma 160— 720 um/i1), THpEo-
tporHbrii Topmon (TTT) — 2,8 MmME/Mn (HOpMa
0,3— 5,0 MME /M), cBoGoaubIil Tupokcut (cBT4) —
21,1 nmonw/n (Hopma 11,0—23,0 nmosb/), Tecto-
crepon — 1,7 um/o1 (Hopma 0—5 um/m), 17-OH mpo-
recrepon — 0,86 Hr/mMa (HopMma 10 2 HT/MJT).

V3 mmToBUIHON Keqre3bl: 00beM 2,46 cm3, axo-
CTPYKTYPa HEOJHOPOAHAS 34 CYET HAJIUYUS €JMHUY-
HBIX MEJIKUX THII09XOTEHHBIX BKJIOUEHUH, IXOTeH-
HOCTb 00bIYHAs!, YMEPEHHO YCUJIEHA BaCKYJISIPU3ALIUSL.

Y31 opranos Majoro Ttasa npu TpaHcab1o-
MHUHAJbHOM HCCJEJOBAHUM: MaTKa pasMepaMu
26 x 7 x 11 MM, TTUJIMHAPUIECKON (DOPMBI, TOJIOXKE-
Hue oObrunoe. duynuku: npasbiii 11 x 7 MM, J1eBbIit
13 x 6 MM, 9XOTEHHOCTb ¥ IIOJIO’KEHUE OOBIYHBIE. JXO-
CKOIIMYECKH YMEHbIIEHE PasMePOB 060UX SMUHUKOB
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110 CPAaBHEHUIO ¢ BO3PACTHBIMU HOPMaMMU, YMEHbIIIE-
HU€ IMUPUHBI U TIePeIHE3THETO Pa3Mepa MaTKH.

PenTrenorpacdust m1eBoii KUCTU: KOCTHBIM BO3-
pact — 2 roga 6 MecsiieB (OTCTaeT OT MACTIOPTHOTO Ha
2 rona 8 mecsIieB).

VuuThiBag HaJde CTUIM AUCOMOPHOTeHesa, OT-
CTaBaHWe B POCTe, YMEHbIIEHNE Pa3MEPOB MAaTKU U
SUYHUKOB TO maHHBIM ¥Y 3V, meBouke MpoBeneHO
[IUTOTEHETUYECKOE HCCe/loBanue. Boinenenue KyJib-
Typbl AuM@ONUTOB Mepudepruieckoil KPOBH, MPUTO-
TOBJIEHUE TIPENapaToB, AuddepeHImatbHoe OKpalu-
BaHME XPOMOCOM TIO JIJTMHE W aHajJIh3 KapuoTUIIa
BBITIOJIHEHBI TIO CTAHJIAPTHBIM MeTouKaM. Kapuorun
pebeHKa 1mocJie IPOBeAeHUsI [IUTOTEHETUIECKOrO UC-
cneposanusg — 45,X,der7 [35]/45,X [15]. BeicraBien
KJIMHIYECKUH IUarHO3 «XPOMOCOMHBIIT [uchaane —
Mo3anuHasg ¢hopmMa MOHOcoMUU X M YAaCTUYHOW He-
YTOUHEHHOH TPUCOMUN».

Jlnst yrouHeHusT XapakTepa XPOMOCOMHBIX Hapy-
HIeHMi B JTaGOpaTOPUK LIUTOreHETHYECKUX, MOJIEKY-
JISPHO-TEHETUYECKUX U MOP(HOJIOTUIECKUX UCCIE0-
Banuii T'Y PHIIIL «Matb u autsi» pebeHKy IpoBejie-
HO MOJIEKYJISIPHO-TTUTOT€HETUYECKOE HCCIeIOBAaHNE
meroznom FISH ¢ nmpumenenunem jokyc-crenuduyec-
kux JJTHK mpo6 LSI SRY (Yp11.3 SO) (Vysis), LSI
Williams region probe 7q11.23 (LSI ELN LIMKI
D7S613 Spectrum Orange/7q31 LSI D7S485
D7S522 Spectrum Green) (Vysis) [20]. B pesyabrate
nccseoBaHus ycranosyaen kapuoruin 45,X,add(7)
(p21).ish(SRY+)[97]/45,X.ish(SRY-)[40].
WuTtepnperalius pe3yabrara: B TeHOME TIPUCYTCTBYET
rer gerepmunanmu moia SRY (Yp11.3). On pacnouio-
JKEH B IMCTAJILHOM CEIMEHTE JIOTIOJTHUTEIbHOTO MaTe-
puasa Ha KOPOTKOM ILJIede aHOMaJIbHO XPOMOCOMBI 7
B 97 metadazax u3 137 nccremoanubix. B 40 meta-
(aszax 3 137 rer SRY (Yp11.3) orcyrcrByert, To ecTh
KJIOH KJIETOK ¢ XpoMOcoMo# 7, Hecymieii reH SRY,
SIBJISIETCST TIPEBAJIMPYIONIUM, COOTHOIIIEHUE BEJTUIIHbI
KOJIOHOB 2,4 : 1. YunThIiBasi pe3yJibTaTbl KapUOTHIIH-
POBaHWMSI, BBICTABJIEH 3AKJIIOUUTENbHBIN JMAarHO3 —
«cunzgpoM IlepereBckoro—TepHepa ¢ HaM4YMeM reHa
netepMuHAIAN mojia SRY».

[TarmenTKe MpoBe/IEHA INATHOCTUYECKAST JIallapoc-
KOTHUsI ¢ ToHaJdKToMuel. [Ipu rucrosorunyeckom
HCCJeJOBAaHUN JIEBOII TOHajAbl OGHApysKeHa CTpoMa
syHrKa 0e3 (hOJUIMKYJIOB M TKaHb PYyAUMETapHOIO
SIMYKA, MPaBOW rOHAJbI — (hParMeHThbl CTPOMBI STU-
Huka 6e3 Go/mKyIoB. IIpy HOBTOPHOU rocnuTamu-
3aIMK Yepes3 3 Mecsila BbITIOJHEHA KIUTOPOTLIACTUKA.

YuuTeiBas 3HAUUTEIBLHOE OTCTaBaHUE POCTA HA (hoHE
CHHIPOMAJILHOI [IATOJIOTH, JIEBOYKE B Bo3pacTe 6,5 jieT
HAyaTo JiedeHre IperapaTaMi PeKOMOMHAHTHOIO TOP-
MoHa pocta. [lepesr crapTom Teparu BbITIOJTHEHA Mar-
HUTHO-pe3oHaHcHast Tomorpacduss (MPT) rosoBHOTO
MO3ra: TPU3HAKA MUHUMaJbHOIO paciiupeHus cyOa-
PaXHOW/IATTBHOTO MPOCTPAHCTBA, HEJb3sI UCKIIOYUTH
MUKPOaZieHoMy Tunodusa (TUITOMHTEHCUBHBIN CUTHAT
rnapameinaIbHo crpaBa). CoMaTpOITUH Ha3HAUEH B JI03€
0,33 mr/xr/mex (cyTounoii noze 0,83 mr). Ha hone mpu-
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PucyHok. lNMepueHTUAbHaS KpUBasi poCcTa NaLMeHTKu A.
['P — ropmoH pocta, KB — KOCTHbIM BO3pacT,
Ma2 — ctaamsg noAoBoro passuTng no TaHHepy 2

MEHEHHSI TOPMOHA POCTa OTMEUYEHO YBEJIUYEHHE CKO-
poctu pocta 10 10 cM/Ton, oHAKO Yepe3 2 roja JieueHne
OBLJIO TIPHOCTAHOBJIEHO B CBSI3K C TIPOIPECCHEil KOCTHO-
ro Bozpacta. IlepepbiB B JileueHUN COCTaBWJI 3 roja
3 MecsI1a, CKOPOCTh POCTa CHIU3UIACH 10 3,5 CM/TO/I.

B Bospacre 11,5 et nmanuenTke nposeaeHo ooce-
JIOBaHUE JJISL PelleHrs] BOIPOca O BO30OHOBJIECHHUU
JIeYeHUsI TODMOHOM POCTa U HAavyasle 3aMeCTUTENbHOM
ACTPOTEHOTEPAITUH.

Pentrenorpadust 1eBoii KUCTH: KOCTHBIN BO3pACT
11 ner 9 Mecs1eB — COOTBETCTBYET MACHOPTHOMY,
MpOrHo3upyeMbIil poct 153,6 cm.

MPT opranoB manoro Taza: MaTKa OIPEeIsIeTcs
GOJIbIIIE CJIEBA, PA3MEPOM B CarUTTAIbHOMN MJIOCKOCTH
34 ¢ 12 MM, 6Ge3 04aroBbix 00Pa3OBAHMIL

JleHcuToMeTpust: MUHEPaJIbHAS TVIOTHOCTH TEJI 103~
BoukoB L1—L4 B 3amHe-1miepeHeli MPOEKIIUH COCTaB-
gsiet 0,77 v/cm? (Zs=—1,3) — B nipeziesiax 0KuaeMbIX
nokasaresieil st Bozpacta. OJHAKO MUHEpaJbHas
mwioTHOCTh KocTu (MIIK) mosscHUYHBIX TTO3BOHKOB
yBeJnmIach Jauiib Ha 1,9 % 1o cpaBHEHMIO ¢ MCce-
JIOBaHWEM, ITPOBE/IEHHBIM 2 TOoa Hasaj, Z-KpUTepuit
causucs ¢ 0,0 1o —1,3.

[To pesysnbraTamM ropMOHAJTBHOTO aHAJIM3a KPOBU
orMeueHo niopbitienne ypoBust OCI — 23,3 MME /Mt
(mopma 1,8—10,5 MME/Mu1) 11pu HOpMaJIbHBIX 3Ha-
yeHusX octanbHbix okazateseit (JII — 1,8 MME /mn
(1,0—-10,0 MME/Mma), TTT — 2,9 MME/ma (Hopma
0,3—5,0 MME/mi), c8T4 — 20,8 timosb/s1 (HopMa
11,0—23,0 nmous/a), UDP-1 — 208,4 ur/mu (Hopma
76—499 ur/mi)).
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YuuTbhiBas HU3KYI0O CKOPOCTb POCTA, YXY/IIEHHE
nokazatesnieit MIIK, Boicokue mnokasaresin OCI, mpu-
HATO pellieHre 0 BO30OHOBJIEHUM TepPalii TOPMOHOM
pocrta B fo3e 0,33 MT/Kr/Heq 1 Hauajle 3aMeCTUTETbHOMN
Teparyy OJIOBBIMI FOPMOHAMU (3CTPAINOJIA-BAIEPUAT
B 1103e 0,5 Mr/cyTku). J{03a acTPOreHOB yBETNYNBAIACH
MOCTETIEHHO U cocTaBJisiyia 1 Mr/CyTKH, 4TO TIO3BOJIUIIO
JOCTUTHYTH 3 CTaJIMK TIOJIOBOTO Pa3BUTHUS IO TaHHEPY
yepe3 1,5 Toza rocJie Havasia actporeHorepariiy. B masb-
HeIeM IJIAHUPYeTCsl Ha3HAUEHMe IMKJINYECKOl Tepa-
MUKW C TIPUCOEMHEHUEM ITPENapaToB MPOTECTEPOHA C
IeJIBI0 TPOUIAKTUKY PaKa SHIOMETPHUSI, ACCOIIMUPO-
BaHHOTO C JUIUTEJLHON MOHOTEpAITNEld 9CTPOreHaMU.

JleyeHre cCOMaTPOITMHOM TIPOJIOJIKATIOCH B TEUEHUE
4 niet u ObLIO OTMEHEHO B Bodpacre 15 et 9 mecsien
B CBSI3U CO CHIKEHHMEM cKopocTu pocta (2,6 cm/Tox)
U 3aKpbITHEM 30H pocTa. /lOCTUTHYTBIN POCT cocCTa-
Buat 154,5 em (3—10-11 eprientusinb). [To pesysbratam

KOHTpoJbHOU aeHcutoMerpuu MIIK mosicHUYHBIX
MMO3BOHKOB yBeJumuuiaach Ha 9,8 % um cocraBuia
0,844 v/cm?® (Zs = —1,3).

BbiBOIBI

W nentndukamnms reHeTHIeCcKoro MaTepraa Y -Xpo-
Mocombl y marerToB ¢ CIIIT HeoOxoauMa JIst TIpe-
OTBpAllleHUsl Pa3BUTUS roHago0acToMbl. IIpume-
HEHUE COMATPOIMHA sl JIeYeHUsI CUHIAPOMAJIbHOM
Huskopocsoctn y mnamuenTok ¢ CHIT, nmetomumx B
KapuoTuiie Y-XpOMOCOMHBIE crielinpuieckue moce-
JIOBATEJIbHOCTH, MOJKET IOBBICUTH PHUCK Pa3BUTHUS
TePMUHOTEHHBIX OMyXoJieil. MoJeKyJIsipHbIe METO/IbI
HCCJIeJOBAHMST KaPUOTHUIIA PEKOMEHI0BAHO MCIIOJIb30-
BaTh y MAIMEHTOK C IPU3HAKAMU BUPUJIU3AINY 1/ UJTH
[IPU BBISIBJIEHHH MaPKEPHBIX XPOMOCOM BO BPEMSI IIPO-
BeJIEHUS [UTOTEHETHIECKOTO aHAIN3a.

KoHghAnKT nuTepecoB orcyTcTByer. YyacTune aBTOpoB: KOHLENLUS 1 AU3akiH MCCAeAOBaHMSl, Harmcanue Tekcta — A. B. CoaHueBa,
H. A. MeckoBas, E. M. LlianmakoBa; c6op mn obpabotka matepmara — H. A. Meckosas, E. M. LLIAumakoBa; peaAakTMpoBaHne —

A. B. CoaHueBa.
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Y-Xpomocoma B Naui€eHTOK i3 KAIHIYHUM AiarHO30M CMHAPOMY
LLlepewueBcbkoro—TepHepa: Orasia AiTepatypy Ta BAACHe CroCTepeXKeHHs

A. B. Coanuesa’, H. O. NMeckosas 2, K. 1. LLIanimakoBa 2
' BiAOPYCbKMIA Aep>KaBHUIN MEAMYHWIA YHIBepcUTeT, MiHCbK
2 Apyra Micbka AMTSYa KAIHIYHA AikapHs, MiHcbk, Pecrybaika biaopych

Cungpom Illepemescokoro—Tepuepa (CIHT) — me naiinomwupeniinie reHeTUYHe MOPYIICHHS, IIOBS3aHe 3 aHOMAJIEIO
X-xpomocomu. TToBHa BifcyTHicTh y Beix kiituHax oxmiei 3 X-xpomocom tpamuisieTbest B 40—50 % BUTaiKiB 3aXBOPIOBAHHSL.
V¥ 5 % narientok i3 CHIT nopsiz i3 kiaitnramMn 6e3 reHeTHYHOTo MaTepiany X-XpoMOCOMH € KJIiTUHHA JIiHist 3 Kapiotunom 46,XY
a60 Jmie yactuHa Y-XpOMOCOMH, 110 KJIIHIYHO MOKE BUABJIATHCS BipUIIi3alicio i 3MilllaHOIO AUcreHesicio ronas,. PaHus igenTu-
ikaris remernunoro Matepiany Y-xpomocomu y nanientok i3 CIIT mae Besnke kiriHiuHe 3HAYEHHS Yepe3 IIBUICHUN PU3UK
BUHUKHEHHS TCPMiHOTEHHUX TTYXJIUH.

Y crarTi HaBe/eHo AaHi Ipo BiacHe crocTepeskeHHs 3a AiBunnakolo i3 CIIT 3 pigkicHUM BapiaHTOM KapioTHILy, 110 MiCTUTb
TEHEeTUYHWI MaTepias Y-XpPOMOCOMMU.

Kmouosi ciosa: cunapom Ilepermescokoro—Tepuepa, aiTu, Y-XpoMocoMa, MO3aillu3M, roHa100/1acToMa, AiarHoCTHKA.

Y chromosome in female patients with a clinical diagnosis of Turner syndrome:
literature review and researchers’ own monitoring

A. V. Solntsava !, N. A. Peskavaya 2, K. I. Shlimakova 2
" Belarusian State Medical University, Minsk
2Second City Children’s Clinical Hospital, Minsk, Republic of Belarus

Turner syndrome (TS) is the most common genetic disorder associated with X chromosome abnormality. Total absence of one
of the X chromosomes in all cells occurs in 40—50 % of cases. In 5 % of female patients with TS there is, along with cells without
genetic material of X chromosome, a cell line with 46,XY karyotype or only a part of Y chromosome, which might manifest
clinically as virilization and mixed gonadal dysgenesis. Early identification of genetic material of Y chromosome in female patients
with TS is of great clinical importance due to higher risk of germ cell tumors.

Presented in the article are data of researchers’ own monitoring of a girl with TS with rare karyotype containing genetic
material of Y chromosome.

Key words: Turner syndrome, children, Y chromosome, mosaicism, gonadoblastoma, diagnosis.
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