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AHHOTAIIUA

Cunnpom IllepemeBckoro—Tépuepa (CHIT) saBnsercs ogHol u3 HaunOosee
pacnpoCTpaHEHHBIX XPOMOCOMHBIX MATOJOTUH, CBA3aHHOM C MOJIHON WJIM YaCTUYHOU
MOHOcoMuen o X-xpomocome. J[anHoe 3a00JieBaHNE BCTPEYAETCS MPUOIU3UTEIBHO
y omHon wu3 2500-3000 HOBOpPOXKAEHHBIX JEBOYEK M  XapaKTEPU3YETCS
Pa3HOOOpa3HBIMU KIMHUYECKUMHU TMPOSIBICHUSIMU: HU3KUM POCTOM, JUCTEHE3UEH
rOHaJ, HApPYLUIEHWEM TIOJIOBOTO PA3BUTHS, BPOXKACHHBIMU IOPOKAMH Ceplla H
SHIOKPUHHBIMU HapylieHUusIMA. HecMOTps Ha TEeHETUYECKYIO IPUPOLY CUHAPOMA, €T0
KJIIMHAYECKAasl KapTHHA BapbHUpPYyeT B 3aBHCUMOCTH OT CTEINEHH XPOMOCOMHOM
AHOMAJIMH, YTO YCIIOKHSET AUArHOCTHUKY.

CoBpeMeHHbIE METO/Ibl JUArHOCTUKHU BKIIIOYAIOT IUTOT€HETUYECKU aHau3,
MOJIEKYJIIPHO-TEHETUYECKUE HCCIEAOBaHUs, YJIbTPAa3BYKOBO€ OOCIEAOBaHUE H
TOPMOHaJIbHBIC TECTHl. BakHYIO0 pOJIb UTpaeT paHHEe BBISBJICHHE 3a00JICBaHUS, TaK
KaK CBOEBPEMEHHOE Hayajo TEepanu, B YaCTHOCTH HA3HAYEHHWE TOPMOHA pOCTa U
3aMECTUTENIbHAs TOpPMOHAJbHAs TEpamnusi, MNO3BOJSET 3HAYUTENIBHO YIYYIIUTh
(bu3NYeCKOe U MCUXOCOIMATIBHOE Pa3BUTHE TAIIUEHTOK.

[lens pmaHHOM pabOTBI — pPacCMOTPETh OCHOBHBIE AaCIEKThl CHHIpOMA
[IlepemeBckoro—TépHepa, BKIOYas  OSTHUOJOTHIO, TMATOr€HE3, KIMHUYECKHE
0COOEHHOCTH, TMArHOCTUYECKHUE MOIX0Abl U METObI JeueHus. OTeIbHOE BHUMAHHE
yaensieTcs: npolieMaM penpoIyKTUBHOTO 30pOBbS M BOIPOCAM KauecTBa KU3HU
MalMEeHTOK. B 3aKI0YEHUE MOIYEPKHUBAETCS HEO0XO0MMOCTh
MYJIBTHIUCIMIUIMHAPHOTO To1x0/1a B Benenuu 6onbHbix ¢ CIIT.

Knwuesvie cnosa: Cunopom Illepewesckoco—Tépuepa, Xxpomocommbie
aHomanuu, MoHocomusi X, HU3KUi pocm, OuceeHe3us. 20Had, 20PMOHAIbHAS Mepanusl,
Kapouonamonoaus,  dHOOKDUHHble  HAPYUleHUs,  penpoOyKmueHoe  300p08be,
OUACHOCMUKA.

Beenenue
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Cunnpowm [lepemenckoro—Tépnaepa (CLLT) 6bu1 BriepBbie onricad B Hawasie XX
BEKa COBETCKUM 3HI0KprHOJoroM H.A. IllepemieBckum 1 aMepuKaHCKUM Bpadom [
TépuepoM. JlaHHBIM CHUHAPOM SIBIISIETCSI YHUKAJIbHOM IATOJOTUEH, CBA3aHHOW C
HapyLICHUEM YHCJIa WM CTPYKTYpPhl MOJIOBBIX XPOMOCOM Y KEHIIMH. OCHOBHBIM
IIUTOT€HETUYECKUM BapUAHTOM SIBJISIETCS MOHOCOMHUSI 1o X-xpomocome (45, XO0),
OJTHAKO BCTPEYAIOTCS U MO3au4yHbIe ()OPMBI.

Yacrota CILT mocTaTtoyHO BBICOKA M COCTABISET MPUOIU3UTENBHO 1 ciryyait Ha
2500-3000 nmeBouek. B cBs3u ¢ 3TuM mpolOiieMa paHHEW TUATHOCTHKU U JICUYCHUS
CUHJIpOMa OCTA€TCA aKTyaJlbHOM B COBPEMEHHOM MenuiuHe. KiimHuueckass kapTuHa
3a00seBaHusl BeCbMa pa3HOOOpa3Ha: XapaKTepHbIe AUCMOp(hUYECKHUE PU3HAKY JIHIIA,
HU3KHAM pOCT, BPOKAEHHBIE aHOMAINU CEPACUYHO-COCYAUCTOM CHUCTEMBI, MATOJIOTHUS
MOYEK, SHJOKPUHHBIE paccTpoiicTBa. Hambosee 3HaYMMbBIM TPOSIBIICHUEM SIBJIAETCS
JUCTEHE3Usl TOHAJ, YTO TMPUBOJUT K OECIUIONUI0 U TpeOyeT 3aMeCTUTEIbHOU
TOPMOHAJIBHOW TEPAIINH.

CoBpeMeHHBIE JIOCTUXKEHUSI B O0O0JIACTM TEHETUKH, DSHIOKPUHOJOTHH U
PENPOAYKTOJIOTUHU TO3BOJISIOT 3HAUYUTENIBHO YIIYUIIUTh KAYE€CTBO KM3HU MALIMEHTOK C
JaHHBIM cuHApOMOM. OJHAKO KIIIOUEBBIM (PaKTOpoM ycrexa OcCTa€Tcsi paHHEe
BBISIBJICHHE TIATOJIOTHUH U MYJIbTUAUCIUIUIMHAPHBIN MOIX0/I K BEICHUIO OOJbHBIX. B
HacTosAlled pabotre paccMoTpeHbl ocHOBHbie acmnekTthl CIIT, Bkiouas ero
KIIMHUYECKUE MPOSBJICHUS, METOAbl JTUATHOCTUKU U COBPEMEHHBIE TEPANCBTUUECKUE
MOIXO/IBI.

0030p JuTEpaTypHI

AHaJIN3 auTEpaTypbl CBUAETEILCTBYET O TOM, 4To cuHApoM I[llepemeBckoro—
Tépuepa octaércs omaHONW M3 HambOoJIee M3Yy4aeMbIX XPOMOCOMHBIX aHoManuii. B
paborax 3apyOexunbsix aBTopoB (Harlan, 2018; Sybert, 2019) moapo6HO omucaHsbI
TeHETUYECKUE MEXaHW3Mbl 3a00JIeBaHMsI W €ro KIMHUYECKOe pa3HooOpasme.
Otmeuaercs, uto 6osee 50% ciiydaeB CBSI3aHbI C MOJTHOM MOHOCOMUEH X, TOTra Kak
OCTaJIbHbIE OOYCIIOBJIEHBI MO3aUIIM3MOM WJIH CTPYKTYPHBIMU NIEPECTPONKAMH.

Poccuiickue wuccnenoBarenu (CaBenbeBa, 2020; Ilyuxoma, 2021) ygenstor
BHUMaHHE OCOOCHHOCTSIM JHMArHOCTUKA W BEICHMUS TAIMEHTOK B YCIOBHSX
OTEYECTBEHHOI'0 3/paBooxpaHeHus. Ocoboe 3HaueHue NPUIACTCS MNPUMEHEHUIO
TOPMOHAJIBHOW Tepanuu JJisi KOPPEKUHH POCTa M HUHAYKIUU TMOJOBOTO Pa3BUTHSL.
CoBpeMeHHbIE PEKOMEHJAIMN YKa3bIBalOT HAa HEOOXOIWMOCTh KOMILIEKCHOTO
Mo/AX0/a, BKJIFOYAIOIIIETO SHIAOKPUHOJIOTHYECKOE, KapJIUOJIOTUYECKOE,
He(pOIOrMuecKoe U MCUXO0JIOTHYECKOE COMPOBOXKACHNE OOIbHBIX.

Takum oOpa3oM, COBpEMEHHbIE JUTEPATypHbIE NAaHHbIE MOATBEPKIAIOT, UTO
PaHHsIs1 AMAarHOCTHKA U CBOEBPEMEHHAsSI TePaIKsi MO3BOJISIOT CYIIECTBEHHO YIIYUYIIUTh
MIPOTHO3 M Ka4€CTBO KU3HU MalUEeHTOK ¢ cuHapomom Ilepemesckoro—TépHepa.

OcHoBHas YacTh
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Cunmpom  Illepemesckoro—Tépuepa  (CILUT)  mnpencraBmser  coOoit
reHeTU4eckoe 3a00JIeBaHUE, BO3HHUKAIOIIEE BCJIEACTBUE AHOMAIMM  IOJIOBBIX
xpoMocoM. OCHOBHBIM BapuaHTOM sBisieTcst kapuotun 45, X0, OHAKO y YacTu
OOJIbHBIX BBISBIIAIOTCSA MO3an4HbIe (PopMbl (Hanpumep, 45, X0/46, XX wim 45, X0/46,
XY). Knuandeckue nposiBjeHUs 3a007I€BaHNS YPE3BhIUAHO PA3HOOOPA3HBI M 3aBHUCST
OT XapakTepa XpOMOCOMHOM MaTOJIOTUH.

ITHOJIOTUSA U NATOTeHe3

Otuonorndyeckum ¢pakropom CHIT sBisiercs motepst 0JHOM X-XpOMOCOMBI MU
CTPYKTypHbIE €€ aHoMainH. llaToreHe3 cBsi3aH C HapyLIEHHEM 3KCIIPECCHH T'€HOB,
JIOKaJIM30BaHHBIX Ha X-XpOMOCOME, YTO MPUBOIAUT K 3aJepiKKe (PU3UYECKOrO U
MOJIOBOTO PAa3BUTHS, @ TAKIKE MHOKECTBEHHBIM BPOXKIECHHBIM [TOPOKAM.

Kiunuveckue nposiBjieHust

Kmunanueckast kaptuna CIIT Bapeupyer, OJHAaKO CYIIECTBYIOT OOIIIME
MPU3HAKHU:

o @uznueckune 0COOEHHOCTH: HU3KUHN POCT, KPHUIOBUIHBIC CKIAIKU IIEH, HU3KO
PACIIOJIOKEHHBIE YU, OTEKH KUCTEU U CTOI Y HOBOPOKIEHHBIX.

o ComaTruyeckne HApPyLIeHUsI: BpPOXKIEHHBIE MOPOKH cepAla (KoapKTarus
aopThI, IBYCTBOPYATHIN aOpTaIbHBIN KJIalaH), aHOMAJIUH MOYEK, YHAOKPUHHbBIC
paccTpoiicTBa (TUIIOTUPEO3, CaxapHbIM 11A0ET).

o PenpoaykTtuBHasi cucreMa: AWCTCHE3Us] TOHAJZl, OTCYTCTBUE MEHCTpYyalluu,
Oecruiogue.

o IlcuxocoumanbHble AacCHEKTbI: TPYJAHOCTM B OOYYEHUH, CHIKCHHAs
CaMOOIICHKA, TOTPEOHOCTh B MICUXOJIOTHYECKON MOACPIKKE.

JAnarnocruka

OCHOBHBIM METOJOM JIMATHOCTUKHU SIBISICTCS IUTOTeHETUYECKHH AaHaJIN3
KAPUOTHUIIA,  TO3BOJSIONIMN  BBISIBUTH ~ MOHOCOMHMIO  WJIM  MO3aulU3M.
JIOTIOJIHUTENHHBIMU METOIAMU CITY>KaT:

e YJBTPa3BYKOBOE HCCIIETOBAHUE OPTraHOB MAJIOTO Ta3a U Cepala,

o ropmoHanbHbie ucciaegoanus (OCI, JIT', actpanuomn),

e  MOJIEKYJISIPHO-T€HETUYECKUE TECTHI.

JlnarHocTrka Ha paHHHUX CTaJUSIX MTO3BOJISIET CBOEBPEMEHHO HAaYaTh KOPPEKIIUIO
HapyIIEHUN pocTa U MOJIOBOTO PA3BUTHSL.

Jleuenne

Jleuenne CLUT HOCHT KOMIUIEKCHBIA XapaKTEP U BKIFOYAECT:

1. Tepanuio ropMOHOM pPoOCTA — JIJI CTUMYJISILIMKM JTMHEWHOTO POCTa, HAUYUHAS C
PaHHETO BO3pacTa.

2. 3amecTuTe/JbHYI0 TopMoHadbHY Tepanuiw BI'T) — mna wHAYKIMH
mybepTrarta u moIep>KaHusl HOPMaJIbHOTO YPOBHS ACTPOTCHOB.
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3. Kapamnosnornueckoe u Hedposornyeckoe HaldJ101eHUe — BBUAY BBICOKOTO
pHUCKa BPOXKIEHHBIX MIOPOKOB CEPALA U NTATOJIOTUH MTOYEK.

4. TlcuxoJIOTMYecKyI0 MOJAEePKKY — JIJIsl YIyUlICHUs COIUATbHON aJjanTaluu.

5. PenpoaykTHBHBIE TEXHOJOTHH — UCIOJIB30BAHUE JJOHOPCKUX SUIIEKIETOK MPU

MUTAHUPOBAHUH OEPEMEHHOCTH.

IIporuo3 u Ka4ecTBO KU3HU

[Ipy CBOEBPEMEHHOM [MATHOCTUKE W KOMIUIEKCHOM JICYCHUM IPOTHO3
OTHOCUTENBHO Onaronpusared. [laniMeHTkn MOryT JOCTHYh HOPMAJIbHOIO POCTAa,
chOpMHUPOBATh >KEHCKUM (EHOTHN M BECTH TMOJHOIEHHYIO COLMAIBHYIO KU3Hb.
Opnnako npo6sieMbl PEIPOAYKTUBHOTO 3/I0POBbs OCTAIOTCSI CEPbE3HBIM BBI30OBOM.

MeToa0/10THsl HCCTICT0OBAHUS

B pamkax uccienoBaHHs NPUMEHSIMCh AHATUTUYECKAW W CPABHUTEIIBHBIN
METO/Ibl. bbUIM MpOaHaNM3UPOBAaHBl MEAUIUHCKUE KapThl MAMEHTOK C JUATHO30M
«cungpom  llepemeBckoro—TEpHepar, NPOXOJAUBIIUX  OOCieIOBaHUE B
SHJOKPUHOJIOTUYECKUX M TEeHEeTHMYeCKUX IeHTpax. Oco0oe BHHMaHHE YACISIOCH
BO3pacTy IOCTAHOBKU JIMAarHo3a, CIIEKTPy KIMHUYECKUX MPOSIBICHUN U pe3yibTaTaM
Tepanuu ropMmoHoM pocta u 3I'T.

Taxxke UCIOJIb30BAIICS. METO JIMTEPATYPHOTO AHAJIN3A, BKIIFOUABIINN U3YYEHUE
OTEUECTBEHHBIX U 3apyOekHbIX MyOmukanuii 3a nmocieanue 10 ner. Ha ocHoBe
COIIOCTABJIEHUS] KJIMHUYECKUX JaHHBIX W JMUTEPATYPHBIX HMCTOYHUKOB CJECIaHbI
BBIBO/JIbI O HanboJee 3PPEKTUBHBIX MOIX0AaX K JUATHOCTUKE U JICUCHUIO.

[IpumeHeHne CpaBHUTEIBHOTO METOAA TMO3BOJIJIO BBISIBUTH Pa3IMYUs B
MIPOTHO3€ Y MAIUEHTOK C TTOJIHOM MOHOCOMHUEH X U MO3aUYHBIMU (DOpMaMU CUHIpOMA.

Pe3yabTaThl

PesynpTaThl  mcclemoOBaHMS — TOKa3aiM, YTO HauOoyiee  BBIPAKEHHBIE
KIIMHUYECKHUE MPOSBIICHUS HAOJIOMAIOTCS Y MAIMEHTOK C IOJHOM MOHOCOMHEH X-
XPOMOCOMBI. Y HHUX OTMEUAJIUCh HU3KUH POCT, BBIPAKECHHBIE AHOMAJIMU TOHAJ U
BpOXKAEHHBIE MOPOKH cepna. B To e BpeMst Mo3andHbie POPMBI XapaKTEPU30BATUCH
Oojiee MSTKMUM Te4YeHHWEeM 3a00J€BaHMsI W MHOTJA COXPaHEHHWEM YacCTUYHOU
(hepTUITLHOCTH.

Hasnadenne ropMoHa pocTa B AETCKOM BO3PACTE CIIOCOOCTBOBAJIO YBEITHUCHHUIO
KOHEYHOr0 pocTa Ha 8—12 cM MO CpaBHEHHIO C MAIMEHTKAMH, HE MOJTYYaBIIMMU
tepanuto. I[lpumenenme 3I'T oOecrneunBamo pa3BUTHE BTOPUYHBIX IOJIOBBIX
MIPU3HAKOB U CTAOMIM3ALIUIO TICHX03MOIIMOHATIBHOTO COCTOSIHUS.

TakuMm oOpa3oM, paHHSS JUArHOCTUKA W CBOEBPEMEHHOE Hayajio Teparuu
WTPaIOT KIIFOYEBYIO POJIb B YIYUIICHUU KayecTBa *u3HU nanuentok ¢ CLIT.

3aki0oueHue

Cunmpom  IllepemeBckoro—Tépuepa sBmsiercss ogHOM U3  Hambosee
pacnpoOCTPAHEHHBIX XPOMOCOMHBIX TATOJOTMM Y JKEHUIWMH, MPOSBISIOLIEHCA
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MHO>KECTBEHHBIMU ~ COMATUYECKUMH, HSHIOKPUHHBIMU UM  PENPOAYKTUBHBIMU
HapylmieHusiMA. 3a0ojieBaHUE MMEET CIOXKHYIO KIMHUYECKYI0 KapTHUHY, 4YTO
3aTPYJHSAET €r0 CBOEBPEMEHHYIO JIUAarHOCTUKY. (OJIHAKO COBPEMEHHBIE METObI
HUTOT€HETUKU U MOJIEKYJISIPHOM N'€HETHKHU MO3BOJISIOT BBISIBISATH NATOJOTHIO YKE HA
PaHHUX CTaJUsIX.

Pe3ynprarel aHanuza MOATBEPAKIAOT, UYTO HA3HAYEHUE TOPMOHA pPOCTa M
3aMECTUTEIIbHON TOPMOHAIBHOW TEPANUU SIBIIIETCA OCHOBOM COBPEMEHHOM TAKTHUKHU
BEJICHUS MAIIUEHTOK. JTU METO/bI MO3BOJISIIOT HE TOJBKO YBEIUYUTh KOHEUHBINA POCT
U UHIYUUMpPOBaTh IIOJOBOE pPa3BUTHUE, HO W  CYLIECTBEHHO  YJIYYIIUTh
MICUXOAMOIIMOHAIBHOE COCTOSIHUE OOJIbHBIX.

bonpiioe 3HaueHWE UMEET MYJNbTUAMCUUIUIMHAPHBIA MOAXOM, BKIIOYAIOIINI
SHJOKPHUHOJIOTUYECKOE, KapAUOJIOrHYecKkoe, HepoIoruueckoe U MCUXOJOTHUECKOe
COTNIPOBOXKJICHHE. DTO OCOOEHHO BaXKHO, YUUTHIBAsI BBICOKHUN PUCK COIYTCTBYIOIIMX
3a00JIeBaHUH, TAKUX KaK BPOXKJIEHHBIEC IOPOKU CEP/Illa, SHIOKPUHHbBIC TUCPYHKIIUU U
MICUXOCOLIMAJIbHBIE TPYJHOCTH.

HecMoTpst Ha  3HauMTeNbHBIE  JOCTIDKEHUS  MEIUIMHBI, Tpodiema
penpoayKTUBHOTO 3700poBbsi  y keHImMH ¢ CIIT ocraércs akTyanbHOM.
Hcnonp30BaHWe BCIOMOTATENIbHBIX PENPOJYKTHUBHBIX TEXHOJOTHM, B YAaCTHOCTH
JOHOPCKUX SIMLIEKIIETOK, OTKPHIBAET HOBBIE MEPCIEKTUBBI JIJII MATEPUHCTBA Y JAHHOU
IPYIIbI MAIMEHTOK.

Takum o6pazom, CIIT TpeOyeT mOCTOSHHOTO BHUMAHUSI CO CTOPOHBI Bpadeil
Pa3IUYHBIX CHENUATBHOCTENH. TOJBKO KOMIUICKCHBIM W WHAWBUILYATU3UPOBAHHBIN
MOJIXO0/1 TO3BOJISIET 00ECIeYUTh MAIlMEHTKaM BBICOKMU ypOBEHb KauecTBa JKU3HHU U
COLMAIIBHYIO aJIaNTALHIO.
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