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IIpedcmasnen KnuHU1eCKUil cy4uaii Mo3auuHoz20 eéapuanma cunopoma TepHepa, a makice kpamxuti 0630p
HAY4HOTL TUMepamypol, NOCBAULEHHOL CPABHUMENLHOL XapaKmepucmuke NONHOL opmbl 3a60/1e6aHUS

¢ mo3auuHvim munom cunopoma Teprepa. B pside cnyuaes mo3auyuHbviii 6apuarm no3oHo OUAZHOCMUPYemcs 66U0Y
MeHee BbIPANEHHOU KTUHUYECKOU KAPMUHbL N0 CPABHEHUI ¢ NONHOT opmoti 3ab6oneéanus. Bpauu-neouampol
00/ HYL 00paAULAMb BHUMAHUE HA MACCO-POCIOBble NOKA3AMeNU O0NIbHbIX, CPABHUBAMND SMU Pe3YIbINambl

€ AHATIOZUMHBIMU NOKA3AMenamU pooumerseti U 6 CLyuae CHUNEHUS memMna pocma Hanpasnamo NayUeHmos

HA KOHCYTbMAyut0 IHOOKPUHO02a, 2UHEKOI02A U 2eHEMUKA.

Kniouesvie cnosa: cunopom Teprepa, HU3KOPOCTIOCb, 3a0ePHKa NOI08020 CO3PEBAHUS, MOZAUUHDBLE KAPUOMUnN,
20PMOHALHAS 3AMECUMENbHAS MePanus
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BBepenue
Cunppom Teprepa (CT) — Hanbonee yactas XpOMOCOMHas
aHOMa/Is, BCTpeyarouascs y ogHo n3 2000 >XuBOpOXKIeH-
HbIX fleBouek. CT accolmmpoBaH ¢ IOMTHO MM YaCTUYHON
notepett X-xpomocoMbl. OCHOBHBIE IIPU3HAKY 3a00/IeBa-
HYISL — HU3KMIL POCT U 3aJIep>KKa TI0/IOBOIO CO3PEBAHIIA.
B 40-50% cny4yaeB uMeeT MecCTO NomHas ¢popMa CUHAPO-
Ma — MoHocomust 45,X. IIpu nonHoit popme 3aborneBaHme
poTeKaeT B 6ostee TsDKeol GopMe 10 CPaBHEHMIO C MO3a-
MYHBIM KaproTutioM 45,X/46,XX, BcTpedarommmcs B 15—
25% cmy4aeB. Y [eBOYEK C MO3aMIU3MOM PeXe Paclpo-
CTpaHEHbI ¥ MeHee BbIPa)KEHbI BPOXKJEHHbIe aHOMATNN
cepnua u mMaTIecKyie OTeKI; Mosanumam 45,X/47, XXX
xapakrtepusyetcs: 60mee MATKUM ¢exotumnom. B 10-12%
CTy4aeB MOXKET IIPUCYTCTBOBATh Y-XxpoMocoMa 45,X/46,XY
(Y-xpoMocoma oOHapy»<eHa JMIIb B HEKOTOPBIX KIJIET-
Kax, MIOCKOJIbKY Ha/mmuue Y-XpOMOCOMBI BO BCeX KIeTKax
uckmodaeT CT); B 3% ciryyaeB MOXKeT BCTpeYaTbca MO3a-
niysM Tpucomuu 45,X/47, XXX v 45,X/46,XX/47,XXX.
Kpome Toro, B X-xpoMocoMe MHOIa OOHapy>KMBAIOT
cnepyomye fedexTol:
v/ YaCTMYHAsA MM IOTHAA JeNelys JIMHHOTO MM KO-
poTKoOro meda X-XpoMOCOMbI;
v/ iBe KON J/IMHHOTO IIeda X-XPOMOCOMBI C ITOTTHBIM
VIV YaCTUYHBIM OTCYTCTBYIEM KOPOTKOTO;
v/ KombljeBasg X-XpoMOcOMa IIpy MOTepe YacTell KopoT-
KOTO U JJINHHOTO I/IeYeit X-XpOMOCOMBI.
CormacHo 3apyOe>XHOI CTATUCTUKE, Y MALMEHTOK C MO-
3anuHoit popmoit CT MeHapxe MOTYT HAaCTyHaTh B 57—
67% ciy4aes, Ipo6eMbl ¢ PepPTUIBHOCTBIO BOSHUKAIOT
y 14%, Hu3kuit poct umeroT 64,3%.

KnmHnvyeckn ODaHHBI CUHAPOM XapaKTepuU3yeTcsd
3alep>KKoJi poCTa, TUIIEPrOHaJOTPONHBIM IMIIOTOHA-
OM3MOM U TaKMMM aHOMAaJMAMM, KaK KPBIIOBUIHbBIE
CK/IaZKM IlIeM, HU3KUIL POCT BOJIOC, IITO3, SNMKAHT, BbI-
COKO€e roTu4ecKoe He60, MUKPOTHATHS, POTUPOBAHHbIE
yUIHbIe paKoBUHBL. IIpy faHHOM 3aboneBaHMYU Hab/II0-
JaeTcs pAJ, aHOMaJIuil pasNUMYHBIX OPTaHOB U CUCTEM:
KOapKTalXs aopThl, aHEBPM3Ma/paclIiPEHNE A0PTHI,
HOAKOBOOOpasHasi IIOYKa, aHOMaIbHAs TTO3ULIVIsL/ [y IUIN-
KaIysA OYEYHOI IOXaHKY, MOYE€TOYHMKOB VIV COCYTIOB,
ayTOMMMYHHBIe 3a00/IeBaHA.

Ha coBpemenHOM sTame y 60ONbIIMHCTBA HEBOYEK
¢ CT npu cBoeBpeMEHHO Ha4aTOJi TOPMOHAIbHOII Tepa-
iy (TOPMOH POCTa U 3aMeCTUTeNbHasi TOPMOHA/IbHAs
TepanusA 3CTPOTreH-TeCTareHHbIMU IIpernapaTaMy) Ha-
6mofaeTcs IpUOMDKEHHOE K BO3PacTHOM HOpMe II0JIO-
BOE CO3peBaHMe. BiocnefcTBuM Takue MalieHTKI MOTY T
I/IaHNPOBaTh 6epeMEHHOCTb C IOMOIIbI0 BCIIOMOTa-
TEIbHbIX PENPONYKTUBHBIX T€XHONOTMI C JOHOPCKUMU
IIporpaMMamMu.

Oco60ro BHUMaHVS 3aCTyXXBaeT MO3aYHBI BapUaHT
kapuotuia CT, KoTopblIit 94acTO ITO3/JHO AMATHOCTUPYETC
13-3a CKYJHOI KIVHMYECKO KapTuHbI. PacipocTpaHeH-
HOCTb CIIOHTAHHOT 0 MeHapxe i1 45,X cocrassaeT 6-30%,
MO3aMYHBIX BapMaHTOB — 54-67%. IlanueHTKI-MO3auKK
XapaKTepU3yITCsA HU3KUM POCTOM IUIIb B 64,3% ciy-
JaeB, B TO BpeMs Kak IIpU HOMHOI dopMe 3abomeBaHmsA
6oree ueM B 90% crydaeB OTMeYaeTCsl 3aMefjIeHIe TeM-
1oB pocta [1-8]. B cratbe R. Tang u coaBT. mpeficTaBeH
KMHIYeckmit crydaii nanuentku ¢ CT, y koTopoii numen
MEeCTO I'MIOTYPEe03 ay TOMMMYHHOTO TeHe3a. To/IbKO B OT-
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CYTCTBUE MEHCTPYyaLuit B IybepTaTHOM BO3pacTe 6bUI0
IIPOBefleHO KapMOTUIIMYEeCKOe YIcCTefoBaHye (0OHapyXeH
47,XXX/45,X), nonreepausiuee Hamrdve CT [9]. B otnn-
4ye OT MOHOCOMMU J/IsI MO3aMYHOTO KapUOTHIIA XapaK-
TepHa 607iee BBICOKAS YaCTOTA HACTYIUIEHNS CIIOHTAHHOI
6epemenHocty. Hanpumep, B MHOCTPaHHOIL /IMTEPAType
MOYXHO BCTPETUTD ONNCAaHIe HACTYIIEHNs CIIOHTaHHOI
6epementoctn y geByuku ¢ CT, y KOTOpoit B IATHIIET-
HeM BO3pacTe BBLABMIV MO3aM4HbLl KapuoTuil. Bepe-
MEHHOCTb IIpoTeKasa 6e3 ocobeHHOCTell, Ha 38-11 Heperne
6epeMeHHOCTH C IIOMOLIBIO OIIEPALMI KecapeBa CedeHIsT
pomuiach 3n0poBas fepouka — 46,XX [10].

Knunnyeckuin cnyvait

IManmenTtka H., 11 net, B mapte 2022 r. HanpaBeHa
B XUpYyprudeckoe ruHekonorndeckoe orgenenue OCII
«Poccuitckas meTckas KnuHndeckas 6onpaua» (PIKB)
OTAOY BO «Poccuiickuit HayqyHO-MCCIefOBaTeNbCKII
MeguuuHCKui yausepcureT um. H.J. ITnporosa» Mun-
3apaBa Poccum B cBsi3u ¢ anob6amMu Ha HUBKMIL POCT
U 3a/Iep>KKY ITOJIOBOTO Pa3BUTHA.

/3 aHaMHe3a >KM3HM M3BECTHO, YTO peOEHOK OT BTO-
poit 6epeMeHHOCTH, ITpOTeKaBIell Ha (OHe TOKCUKO3a
Ha 5-10-11 Hemensax. Ha 21-it Hemene pasBunach ¢dero-
IalleHTapHasg HeJOCTaTOYHOCTD, Ha 31-11 Hefene — yT-
po3a mpeXfeBpeMeHHBIX POomoB. Pomsl mpomsoman
Ha 39-i1 Heferne, 6e3 OCIOXKHEHMIT, Macca HOBOPOXX/IeH-
HoIt — 3550 T, pocT - 52 cM, OlleHKa ITo IIKajae Amrap —
7/8 6amoB. AjleproaHaMHe3 He OTSATOIEH, TeHeanTorn-
YecKuil aHaMHe3 6e3 0COOEHHOCTEN, IPUBUTA COTIACHO
KaZleHJApHOMY IITaHy. JleBoYKa pocia M pasBMBaIach
CBOEBPEMEHHO, COOTBETCTBEHHO IOy 1 Bo3pacTy. Ilepe-
Hec/la 0CTpOe pecIpaTopHOe 3ab0/IeBaHNe U a/JeHOU/INT.
B HacTos11Ie€ BpeMs COCTOUT Ha y4eTe Y OHKOJIOTa I10 110-
BOJY MeZTaHO(OPMHOT0 HeByca KOXKI IepefiHel TOBepX-
HOCTH IIEM CIIPABa, Y SHAOKPMHO/IOTA U TeHETHKA I10 110~
Bony cuHzipoma TepHepa.

Brepsele 3afiep>kka B pusnuecKoM pasBUTHY ObLIA BbI-
sIBJIEHA B XOfie IPOQIIAKTUYECKOTO OCMOTPa B ETCKOM
JOLIKONTbHOM y4dpexpaeHun B anpene 2016 r. ITposo-
IMIOCh CHCTeMaTudeckoe aMOylIaTopHOe HabmoeHne
HefMaTPOM II0 MECTY KUTEeNbCTBA, SHAOKPUHONIOTOM
B KOHCY/IbTAaTUBHO-JMATHOCTNYECKON MOMMKIMHIKE.
Pebenok momyuan ambyaTopHoe 06CIefoBaHNe 1 JIe-
JeHMe — JIeBOKAPHUTIH, Kanusa opug — 6e3 addex-
ta. Panee (¢ 8 ¢eBpans 2021 1. mo 17 deppansa 2022 1.)
nanyenTka H. nonyvana neuyenue B PIKB mo nosopy
curpgpoma TepHepa. IlutoreHeTndeckoe uccaenoBaHme
ot 12 ¢espans 2021 1. BBISSBMIO MO3aMIHbI BapUAHT
KapMOTHIIA, COCTOAIINI U3 KJIOHA K/IETOK C MOHOCOMM-
eit X u tpucomueit X - mos 45,X (21)/47,XXX (3); uc-
cnenoBaHo 30 Meradas. SRY-reH orpuinatenbHslit. Pe-
6eHOK ObUI IIPUI/IALIEH Ha IIAHOBYIO TOCIMTAIN3ALIIO
B XUpyprudeckoe otgenenne 15 mapra 2022 r. V3 cemeii-
HOTO aHaMHe3a M3BECTHO, YTO y MaTepy MOATBEPXK/EH
cunpipoM TepHepa, MosanuHbIl THH, Kapuotui 45,X0
(3 46,XX (10)) (uccnenoBaHye IPOBOANIOCH IO MECTY
JKUTENbCTBA). MaTb MAI[EeHTKN Y3Ha/Ia O CBOEM AMarHo-
3e TonbKo nocie obcnenosanusa B PIIKD B 2021 1. Men-
CTpyalmu y MaTepu ¢ 15 JeT, perynapHble; Be bepeMeH-

/-\KyLLIepCTBO W TUHEKoNoruA

KNMHNUeCKkaa npakTuka

HOCTH, IBO€ pojoB. VIMeeT TepHeponpHbIil peHOTHUII,
poct — 148 cM; poct oTua — 183 cm. IlepBblit pebeHOK —
meBouKa (14 7eT), pOCT Ha TEKYLINIT MOMEHT — 161 cM,
MeHapXxe B 12 j1eT, TeHeTMYeCKMX U XPOMOCOMHBIX IIa-
TOJIOTHII He BBISABIEHO; BTOPOIl peOeHOK — [eBOYKA
(11 ner), CT.

3 ¥ EA LT e
Puc. 1. Buewnuil 6ud navuenmxu H.

Puc. 2. Yavmpaseyxoseoe uccnedosanue opzarnos Manozo masa
navyuenmxu H.
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CocrosaHne manueHTKy H. mpm mocrynneHnm ymos-
JIETBOPUTENbHOE, CO3HAHNME SICHOE. Teloc/IoXeHne Tep-
HepoupHoe. Pusnuyeckoe pasBUTHE HIUXKE CPESHETO,
DUCTapMOHMYHOE M3-3a pocra. Poct - 135 cM, Macca
Tena — 44 Kr, MHIEKC Macchl Tena — 24,1 xr/m?.
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Puc. 3. Pesynvmamuvt 4umozeHemuueckozo uccne008aHus
navyuenmxu H.
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Puc. 4. Pesynomamul yumozeHemu4ecKozo uccnedo8anus
mamepu navuenmxu H.

Pesyﬂbmamm 20PMOHATBHO20 Uccne008anus

IToxasarenb

TupeoTponHbIi TOPMOH

TrpokcyH CBOOOIHBII
TpuitoATPOHMH CBOOOHBII
AHTHUTENA K TUPEONEPOKCHUA3E
JII0TeMHM3MPYIONII TOPMOH
DOIMKYIOCTUMYNIUPYIOLINIA TOPMOH
IIponakTun

TecTocTepon

ScTpagnon
JlernaposnaHfpoCTepOH-CyIbdhaT
CoMaTOTpONHBIN TOPMOH
IIporectepon

XOpMOHIYECKNIT TOHAJOTPOIH
4ye/oBeKa
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3uayennme EgmHuisr

u3MepeHus
2,956 MEn/n
11,36 IIMOJIb/JI
5,4 TIIMOJIb/JI
1,63 ME/mn
2,59 ME/n
11,1 ME/n
380,19 MME/n
0,62 HMOJTB/JT
123,75 TIMOJIb/JT
2,77 MKMOJIb/JI
0,14 HI/MJT
0,3 HMOJIb/ T
0,42 ME/JT

Hopma

0,47-4,13
10,04-16,91
3,42-6,48
0-5,61
0-4,3
0,3-7,8
109-557
0-0,98
0-345
0,9-7,3
1-10

0-3

0-4,7

ITanuenTtka H. mmeert cnenyromye BpOXKIeHHbIE CTUTMBI:
= JVCNIacTUYECKMe YIIHbIe PAKOBUHBI,

= HU3KMI POCT BOTIOC Ha TOJIOBE;

= TUIEPTEIOPU3M;

= BBICOKOE He6O;

= O9MNMKAHTYC;

= KOpOTKas ILiues;

= [I0ONepevHas IaJJOHHAA CKIaTKa;

= Jpyrye NOPOKM PAa3BUTHUA.

3a rof, pocT AeBOYKM YBEIMUMIICA Ha 6-7 CM, BeC — Ha 6 KT
(puc. 1). CocrosiHue pebeHka yroBieTBOpuUTenbHoe. Ilof-
KO>XXHO-XKVMPOBOJA CTI0J PasBUT M3OBITOYHO, CTpuit HeT. Kox-
Hble IOKPOBHI YVICThIE, yMEPEHHO Bia>xkHbIe. Ha mpaBoii mexe
Hesyc 0,5 x 0,5 cM, MHO)KECTBEHHbBIE HEBYCBI II0 BCEMY TETTY.
BupyMble cM3UCTbIe 0O0/IOYKI YMCThIE, PO30OBbIE VI BIIAXK-
Hble. OTeKOB HeT. [[BIDKeHUA B CyCTaBaxX B IIOJTHOM 00be-
Me, 6e3b6onmesnennble. Ilepudepnyeckne mumdaTnyeckye
y37bl He yBendeHbl. IlluToBMaHAA >Kenesa He yBenndeHa,
y37bl He onpene/stiorcst. [IpusHakoB HapyleHWs (pyHKIMM
MTApaIIMTOBUIHBIX JKefle3 HeT. Hajl merkumu ACHbI 71erod-
HBIN 3BYK, [bIXaHMeE BE3VUKYIAPHOE, XPUIIbI OTCYTCTBYIOT.
Ceppednble TOHBI CHBIE, PUTMUYHBIE, ITYMBI He BBICTY-
muBalTcA. IlepKyTopHble TpaHNUIIbI CepAlla B Ipefenax
BO3pacTHON HOpMBIL. JKuBOT MsArKuii, 6e360/me3HeHHbIIL,
HIeYeHb ¥ Cefle3eHKa Py MabIanyy He yBemmdeHbl. CTyn
Pery/LpHbIit, 0pOpMICHHDII, MOYEVCITYCKaHye CBOOOLHOE,
6e36071e3HeHHOE, CUMIITOM MOKO/TA4YMBaHNS OTPUIIATETbHbII
¢ obenx cTopoH. [VHeKOMornIecKuit CTaTyc: MEHCTpPYaLuit
HeT, BBIJIe/ICHNUIT HEeT, OBO/IOCEHNE TI0 )KEHCKOMY THITY, 7106-
KOBO€ M ITOJMBIIIEYHOE OBOIOCEHNE, HAPY>KHbIE ITOTIOBbIE
OpTaHbl Pa3BUTHI IPABUIBHO, KITUTOP He YBEINYEH, TMMEH
6axpoMyarThlii, He TUIIePEeMMUPOBaH, SCTPOreHN3upoBaH. [1pu
OCMOTp€ CM3JCTas BY/IbBbI PO30Basl.

JBypy4HOE MCCnefoBaHue: MaTKa B CPESVMHHOM II0JIO-
JKeHNN, He yBeNM4eHa, ITOTHas, IOABIDKHASA, 6e3607e3-
HeHHas. IIpuaatku ¢ 06enx CTOPOH He ONpefensoTcs,
ux 0671acTb 6e3607Ie3HEHHA.

dopmyna nonosoro passutys: Ax3, Ma3, Pb3, Me Her.
B MONOYHBIX JKene3ax ManbIMPYyeTCs JKele3NcTas TKaHb
6e3 04aroBBbIX YIUIOTHEHMII, COCOK IIMTMEHTVPOBaH.
JlaHHbIE YNBTPa3BYKOBOIO MCC/IENOBAHNA OPraHOB MajIoro
Tasa (puc. 2): Teno MaTKM — 23 X 14 x 23 MM, M-5x0 m1HelHOe,
IIejiKa MaTKYL — 22 X 9 MM, TIPaBblil SIMYHVK — 26 X 13 MM 6€3
BBIPOKEHHOTO (PO/UIVKY/LIPHOTO AIIIApara, IeBbIl ANYHIK —
26 x 14 MM ¢ efytHIYHBIM GOIMKyIoM 13 MM. PasMeps! MaTku
U AVYHUKOB He COOTBETCTBYIOT BO3PACTHOI HOPME.

Ha penTrenorpamme KUCTU B IPAMOI IIPOEKLIMM OIIpe-
IeJISII0TCST TOYKY OKOCTEHEHNUs B IUCTA/IbHOM anuduse
JIy4eBoll KOCTY, smmdusax QagaHr 1 MACTHBIX KOCTEIL,
KOCTSX 3aIlACThbA — O/IOBYATON, KPIOYKOBUHOI, TpeX-
TPaHHOI, IOTY/TYHHOIL, TaAbeBUAHOI, 60JIBIION 1 MajIoi
MHOTOYTONbHBIX KOCTSX, NUCTA/TbHOM 9nuuse 10KTe-
BOJI KOCTH, IMIOBUTHOM OTPOCTKE JIOKTE€BOI KOCTHU, T'O-
POXOBUIHONM KOCTM, HaAM4YME€ CECAMOBMUIHON KOCTHU
1-ro nACTHO-(¢araHroBoOro CycTaBa.

Takum 06pa3oM, KOCTHbIIT Bo3pacT manueHTku H. coot-
BeTCTBYeT 11 rogam.

PesynbpTaThl IMTOr€HETMYECKOTO MCCIIEOBAHMA: MO3a-
VYHDBI/ BapyMaHT KapMOTUIIA, COCTOAIMIA 13 KIOHA KIIe-
TOK ¢ MOHOCcoMueit X u Tpucomueit X (puc. 3).
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Ha ocHoBaHMY pe3y/IbTaToB I{TOT€HETUYECKOTO VICCIIe-
JOBAHNsI MaTepy BbISIB/IEHA MOHOCOMISI 10 X-XPOMOCO-
Me, MO3ay4YHblll BapuaHT (puc. 4).

B nmabopartopHbIX aHaMM3ax — yBenndeHye GONIIMKYIIO-
crumynupytomero ropmona — 11,1 ME/n (0,3-7,8 ME/n)
U yMeHbIIeHNe COMAaTOTPOIHOro ropmona — 0,14 Hr/mMr
(1-10 ur/mr) (Tabmuia).

I[TamenTKe 6bITa Ha3HaUeHa BUTAMIHOTepamus. B cury
BO3pacTa 3aMeCTUTe/IbHAs TOPMOHOTEPAINsI He IIPOBO-
nunach. [ToBTOpHAst TOCINTANN3AMS /L1 HA/IbHETIIIero
HaO/IIofleHNsT U PACCMOTPEHNs BOIIPOCA TOPMOHOTEpa-
VY IUTAHUPYETCs Yepes3 Tof.

3aknioyeHue

JaHHDBI KIMHUYECKUI C/Tydall IOATBEPXK/aeT HEO06-
XOIMMOCTD TIATeNbHOr0 cOOpa aHaMHe3a, BhISICHEHMS
HU3KOPOC/IOCTU ¥ BBICOKOPOCIIOCTU B CEMbe, COOTHe-

Nureparypa

KNMHNUeCKkaa npakTuka

CeHMA MaccCOo-pOCTOBBIX II0Ka3aTelneil peOeHKa U po-
OuTenell NpM IIAHOBBIX NeAMATPUIECKUX OCMOTPAX
U OCMOTpax ApyTux crnenyuanucros. IIpu nomospenun
cunpipoma TepHepa u o6HapyeHUN HEeHOTUIMIECKIX
IIPOABIICHNIT JaHHO! XpOMOCOMHOI aHOMayuy (KpbI-
JOBMJHBIE CKIAJIKM Ha IIee, HU3KasA IpaHMUIAa pocTa
BOJIOC Ha 3aThI/IKe, HU3KOMIOCa)KeHHbIE YIITHbIE PAKOBU-
HBI, OTEK CTOII) OOTIBHBIX CTIeflyeT OTIPABIATh Ha KOH-
CY/IbTAlINIO J€TCKOTO T'MHEKOJIOra, 9HAOKPIHOIIOTA, Te-
HeTHMKa.

CBoeBpeMeHHas UATHOCTMKA 3a00/MeBaHMsI U BOBpe-
MsA HayaTasd 3aMeCTUTe/lbHasA FOPMOHA/IbHAsA Tepamlus
HO3BOJAIT YAYYHNNUTh Ka4yeCTBO XM3HMU ITAllEHTOK,
HOpMa/lIN30BaTh UX COLMATbHYIO afallTAL[MIO, a TaKXKe
IIOATOTOBUTD K pealu3aliiy pelpofyKTUBHOM PyHKIUN
C IOMOMIBIO BCITOMOTATE/IbHBIX PENPOAYKTUBHBIX TEXHO-
TIOTUIA.
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Mosaic Variant of Turner Syndrome
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The article describes a clinical case of a mosaic variant of Turner syndrome, and also provides a brief
review of the scientific literature on the comparative characteristics of the full form of the disease with

the mosaic type of Turner syndrome. It is important to note that the mosaic variant is often diagnosed late
due to a unexpressed symptoms compared to the full form of the disease. It is important for pediatricians
to pay attention to the anthropometric indicators of patients and compare them with the mass-growth
indicators of parents, in case of a decrease in the growth rate, refer them to an endocrinologist,

gynecologist and geneticist.

Key words: Turner syndrome, stunting, delayed puberty, mosaic karyotype, hormone replacement

therapy
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