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Pesiome

CuHpgpom LLiepelueBckoro-TepHepa OTHOCUTCA K XPOMOCOMHBIM 3a60/1eBaHMAM, CBA3aHHbIM C MATONOMEN NMONI0BON X-XPOMOCOMBI.

CVHIpOM ABNAETCA efMHCTBEHHOW »KN3HEeCNoCo6HON MOHOCOMYEN (MPUCYTCTBYET TOSIbKO OfHAa XPOMOCOMA 13 Mapbl), OTHOCUTCA K
4acTbIM FeHOMHbIM HapyLLeHUAM. B To e Bpema oTCyTCTBUE y3HaBaeMoi GeHOTUNMUYECKON CUMMTOMATUKN, MOCTeNeHHOe pa3BuTme
[OCTaTOYHO YacTo BCTPeUaeMbiX MPOABIEHUI (OTKNOHEHNI GY3MYEeCKOro 1 MOIOBOro Pa3BuTUA) 3aTPyAHAET CBOEBPEMEHHYIO AnarHo-
CTUKY crHApoma. OTCTaBaHMe B POCTe, B CTAHOBJIEHVN BTOPVYHbIX MOIOBbIX MPV3HAKOB — GakTop, TPeOYoLWMiA yTOUHEHWA MPUYMHBI.
Bpema noctaHOBKM iuarHosa — KJio4 K CBOeBpeMeHHO JieuebHOI TakTuKe, obecrneyriBaloLLeli Npy NaToiorm noaoBbiIX XPOMOCOM
yrnyulleHne KauecTBa XU3HW, ONTUMasbHYI0 CoLyanm3aumio B COBpeMeHHOM obLiecTBe. OTCyTCTBYE AVArHOCTUKY He NMO3BONAET Ha-
yaTb HeOOXOAMMYIO NaTOreHeTUYECKYo Tepanyio.

Knioyesole cnoea: cunppom Lepeluesckoro-TepHepa, XpOMOCOMbI, MOMOBblE XPOMOCOMb, 8y TOCOMbI, MOHOCOMUS, CTPYKTYp-
Hble NepecTPOIKN XPOMOCOM, Gpr3MUYecKoe, NMoSIOBOE pa3BUTHe, MybepTar, npenybepTaT, rOHaAOTPOMNHbI, TMNOTrOHaAN3M, deHoTHM,
KaproTur, reHomM

Abstract

Shereshevsky-Turner syndrome refers to chromosomal diseases associated with the pathology of sex chromosome. The syndrome
is the only viable monosomy (there is only one chromosome from a couple), refers to frequent genomic disorders. At the same time,
the lack of recognizable phenotypic symptoms, the gradual development of quite common manifestations (deviations of physical
and sexual development) complicates the timely diagnosis of the syndrome. The lag in growth, the formation of secondary sexual
characteristics is a factor requiring clarification of the cause. The time of diagnosis is the key to timely therapeutic tactics, which provides
an improvement in the quality of life in caae of the pathology of sexual chromosomes, optimal socialization in modern society. The
lack of diagnosis does not allow to start the necessary pathogenetic therapy.

Keywords: Shereshevsky-Turner Syndrome, chromosomes, sex chromosomes, autosomes, monosomy, structural restructuring
chromosomes, physical, sexual development, puberty, prepubertate, gonadotropins, hypogonadism, phenotype, cariotype, genome

CocTogHHE PEIPOLYKTHBHOTO 3/I0POBBS IIO-
POCTKOB SIBASIETCSI OTHOM N3 aKTYAABHBIX U OCTPO
CTOSAIIMX ITPoOAeM. BazKHBIMH B CTAHOBACHUH Pe-
IIPOAYKTHUBHOTO 3/I0POBbS ITOIPOCTKOB SIBASTFOTCS
TeMITbI (PU3HMYIECKOTO PA3BUTHS, IIPEICTABASIIOIIETO
HETIPEPBIBHO ITPOUCKOMISIINE OHOAOTHYECKHE IIPO-
ecchl. PU3ndecKoe pa3BUTHE OTHOCHAT K IIPSIMBIM
rIoKaszaTeAsdIM 3I0POBbsI, UMelolleecsd 3a0oreBa-

HHE MOIKeT 3a[ep3KaTh ITpollecc (PU3UIECKOTO
pasButuga [1, 2, 4]. [lapameTpsl (PHU3UIECKOTO
pPas3BUTHA: OAMHA U Macca TeAd, OKPYKHOCTH
TPYAHOM KAETKH IPUOOPETAIOT 3HAUYEHHE [TEHHBIX
CaHUTApPHO-TUTHEHHUYECKUX IToKaszaTeaeii. [lanHa
TeAa, BEC, TEAOCAOXKEeHHe pebeHKa — pPe3yAbTaT
B3aMMOZIEHCTBHS TeHETHIECKUX 1 CPEIOBBIX (DaK-
TOPOB. BAMaHNE COIMaABPHO-9KOHOMHYECKUX YC-
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AOBHH KU3HHU, APYTUX (PAKTOPOB BHEIIHEN Cpebl
HauboAee BBIPAZKEHO B IOAPOCTKOBBIY IIEPUOM,
KOT/Ia MHTEHCHBHO IIPOTEKAaIOT IIPOIIECCHI POCTa
U pa3BUTHUS.

B Bompocax neproausanyui 4eTCKOro Bo3pac-
Ta HET eJUHOI0 MHEHHS U3-3a OTCYTCTBHA KPH-
TepHEB I'PaHUI] MEXK/AY BO3PACTHBIMH 3TallaMU.
ITo muenuto H. B. Ko6o3eroit, M. H. Ky3HeroBo#,
FO. A. I'ypkuHa, Ha9aA0 IPEyO0epTATHOTO IIEPHUOIA
IIPUXOAUTCS Ha BO3PACT OT 7 A€T 0 HACTYIIACHUT
MeHapxe, Iy0epTaTHBIH IIePUOo — OT IEPBBIX Me-
Hapxe 10 15 aet [4]. [lepuom T0A0OBOTO CO3peBaHUST
XapaKTepH3yeTCd [IOSBACHHEM U CTAHOBACHHEM
MEHCTPYaAbHOH (PYHKITNH, ITPOHCXOMSIIHUX IIOL
BAUSHHEM UKAMYHON CEKPeIlny PUAN3UHT-(haK-
TOPOB I'HII0OTaAaMyca, FTOHaIOTPOIIHBIX TOPMOHOB
rurnou3a U CTEPOHIHBIX TOPMOHOB SSHYHUKOB.
[Ton BAMSHHEM IIOAOBBIX TOPMOHOB IIPOUCXOIUT
HEeUPO’HIOKPHUHHAS IIepecTpofiKa, HHTEHCUBHO
IIPOTEKAIOT IIPOIIECCHI POCTa U Pa3BUTHS, OKOHYA-
TEeABHO PeaAn3yeTcs HHANBUAYyaAbHAd IeHeTHYe-
CKU [eTepMHUHHUPOBaHHAs IIporpaMMa pasBUTHL
opranusma [5, 7, 8].

[Tpo1iecc hU3UIECKOr0 U IIOAOBOT'O PA3BUTUS
HaXOIAUTCH 101 HETIOCPEACTBEHHBIM AeHCTBHEM
IIOAOBBIX TOPMOHOB, BAHUSIONINX Ha 3aKpbITHE
U OKOCTEHEHHE POCTOBBIX 30H, (pOpMHpPOBaHHE
XapaKTePHBIX IIPOHopluil Teaa. IIpomoabHBIE
pa3sMephbl H aKTHBHasI Macca SBAAIOTCA re-
HEeTHYECKH ZAeTEePMHHHPOBAHHBIMH IIPH3HA-
KaMH (pH3HYECKOTrO Pa3BHTHA.

[TpemmyGepTaTHBIM ITIEPHUO IIPEACTABASIET COOOH
IIOATOTOBKY K IIOCAE€LYIOIINM CTYIIEHSIM CO3peBa-
HUd, TpebyeT aKTUBAIIMHU BCEX cucTeM. IlyGep-
TaTHBIH CKa4OK POCTa — OAHMH M3 COMaTHYECKUX
IIPHU3HAKOB IIOAOBOI'O CO3pPEBaHUS, NOCTUTAET
MakCHMyMa B ToJl, IIPeAIIeCTBYIOIINH HadaAy
MeHcTpyalru. MakcuMyM pocTa TYAOBHINA B IAH-
Hy y AeBodYeK peructpupyercd B 10-13 aet [1,4].

CraHOBAEHHE IIOAOBOT'O CO3PEBaHHI HAUNHA-
eTcs y AeBo4deK B Bo3pacTte 8-9 aet. [lox BangHU-
€M IIOAOBBIX TOPMOHOB IIPOUCXOAUT HEUPOIHIO-
KpUHHadg nepectpoiika. [IogpocTKOBBIN ITepuos
COBIIQIaeT C IIMKOM YBEAHYEHHS MAacChl TeAa,
KOTOPBIY cAeAyeT 3a IIHMKOM KPHUBOM CKOPOCTH
pocTa IpUbAN3UTEABHO C HHTEPBAaAOM B 6 Mecs-
eB. CTaHOBA€HHE MeEHapXe AeTEPMHHHPOBAHO
MHOTOYHCAEHHBIMHU (PaKTOPaMU; KAUMaTHYeCKHe
YCAOBHUS, IINPOTA, HAIITMOHAABHBIH IIPU3HAK SIBASI-
IOTCSH MaAO3HAYUMBIMU B CTAHOBACHUH MEHapPXe.
Hauboaee BaKHBIMU SBAGIOTCH I'eHETHYECKHE
dakTops! [4, 6, 7, 8]. OTCyTCTBHE KAKHUX-AHOO
npu3HakoB Iybeprara B 13 aeT, MeHCTpyanui
B Bo3pacTe 15 aeT U craplle TpakTyeTcd Kak
II03HEee TIOAOBOE pa3BUTHE. BaskHas 0coOGeHHOCTE
IyOepTaTHOTO IIepHUoaa — BO3HUKAIOIIEEe Y YaCTH
IIOAPOCTKOB HECOOTBETCTBHE MeXKIy KaseHOap-
HBIM U OMOAOTHYECKHUM Bo3pactoMm [1, 4].

KanHnyecKkue IPOSBACHHUS, 3aKAI0UAIOIITHECS
B HapyLIeHUH (pOPMHPOBAHUS CPOKOB (pusude-
CKOT'O M IIOAOBOI'O Pa3BUTHH, XapaKTEPHBI PLLY
XPOMOCOMHBIX CHHAPOMOB. XpOMOCOMHEIE
OOA€3HH HAH CHHAPOMBI — BPOXKIEHHBIE CO-
CTOSHUHA, 00yCAOBAEGHHBIE KOAUYECTBEHHBIMU
HAU KaQ4eCTBEHHBIMU U3MEHEHUSIMH KapHOTHIIA.
Omnucano nopganka 1000 XpoMOCOMHBIX CUHIPO-
MOB, 00YCAOBAEHHBIX YHCAOBBIMH, CTPYKTYPHBIMU
U MHKPOCTPYKTYPHBIMU H3MEHEHHUSIMH ayTOCOM
U II0AOBBIX XpoMocoM (X u Y), IpoucXoadIinux B
raMeTax POAUTEAeH, 3UTroTe, B OMOPHOHAABHBIX
KAETKaxX pa3BUBaloOIIerocsa 5MOpHoHa, B COMaTH-
YEeCKHUX KAeTKax feTel 1 B3pocabIX. 95 % caydaeB
XPOMOCOMHBIX HAPYILIEHHN SBASIOTCS CIIOpaarde-
CKHUMH, 5 % HaCA€ICTBEHHO AeTEPMHUHUPOBAHBI.

B mpakTudeckoil meaTeAbHOCTH Bpada A
CBOEBPEMEHHOU TUATHOCTHUKH CAEYET BBIAECAITH
IIPHU3HAKH, [I03BOASIOIIHE [IPEATIOAOKHUTE HAATILE
IIOAOMOK XPOMOCOMHOro Habopa. Takumu IIpo-
ABACHUSMH, XapaKTePHU3YIOIINMHU BO3MOXKHOCTD
XPOMOCOMHBIX HapYIUIEHUH, SIBASIOTCA OCOOEH-
HOCTHU TedeHUs OepeMeHHOCTH M POIOB: yrposa
IIpePbIBAHUS, U3MEHEHHE KOANYECTBa OKOAOIIAOI-
HBIX BOM, 3aJepikKKa pasButusa mnaoma (C3PII),
OMOXUMUYECKHE U YABTPA3BYKOBBIE MapKepbl
XPOMOCOMHOH ITaTOAOTHH, ITPEKIeBPEMEHHbIE
poapl. IlocTHaTaAbPHOE BBIIBACHHE BPOXKIEHHBIX
IIOPOKOB M MaAbIX aHOMAaAHH pa3sBUTHH, 3a1ePK-
Ka (pU3HUYIECKOI'0, MOTOPHOI'0, IICUXUYECKOI'0
Pa3BUTHUS, OAUTODPEHHS, HapylIeHHe PeYeBOro
Pa3BUTHS, IOAOBOH AUMPPEPEHIITUPOBKYA U II0-
AOBOTO CO3PeBaHUs, (PEPTUABHOCTU II03BOATIOT
IIPaKTUKYIOIIEMY Bpady IPEeOIOAOKUTE XPOMO-
COMHBIE HapyIIeHUd.

Cunapom llepemeBckoro-TepHepa — Xpomo-
COMHBIH CHHIPOM, IIPOSBASIFOIITHICH NCKAIOUHUTEAD-
HO Y AHII JK€HCKOT'0 I10Aa. JacToTa JaHHOI'0 CUH-
[OpoMa B ITOIyAdaInu cocTaBageT 1:1000 — 1:2000
JKHUBOPOKIEHHBIX AeBoueK. [lepBoe ommcanue
aToro 3aboaeBanusa gano H. A. IlleperieBCKUM B
1925 roay, B 1959 romy rmokasaHo, 4To ¥ O0ABHBIX
C IaHHBIM KOMIIAEKCOM CHMIITOMOB OTCyTCTBYET
OIlHA B3 II0AOBBIX XPOMOCOM.

OTME4YEeHO HECKOABKO ITHTOT€HETHYECKUX
XapaKTePUCTHK, A€XKAaIUX B OCHOBE Pa3BUTHUH
[aHHOro cuHApoMa. [laTororndyeckre n3MeHeHHs
IIPEeNCTaBAEHBI IIOAHBIMU (pOpMaMH U MO3aud-
HBIMHM BapHaHTaMH H3MEHEHHH XPOMOCOMHOIO
Habopa. [ToaHas popma cocTaBAsiET OKOAO 95 %
Bcex cayuaeB cuHapoma llleperieBckoro-TepHepa,
ABASFIETCS € JUHCTBEHHOH KU3HECIIOCOOHOM MOHO-
comueli. KapuoTun moaHo# opMbI CHHApPOMA
45, X (45, XO).

[Tpu Mo3amYHOM BapHaHTe OTHOBPEMEHHO CY-
LIECTBYIOT TKAHHU C HOPMAaAbHBIM U aHOMaABHBIM
KapHUOTHIIaMH, YTO II03BOAFET KOMIIEHCHPOBATh
IIPOSIBA€HHE HEKOTOPBIX CUMIITOMOB. lluTorene-
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TUYEeCKHEe BapHaHTbl MO3aW4YHBIX (DOPM pPa3HO-
obpaszubel: 45, X /46, XX; 45, X /46, XY, 45,
X /47, XXX [/ 46, XX, a Tak:Ke (POPMBI CO CTPYK-
TYPHO U3MEHEHHBIMH X-XpoMocomaMmu: i(X), r(X),
del(Xp), del(Xq), der(X).

OTcyTCTBHE OOHOH IIOAOBOM XPOMOCOMBI B
TE€HOTHUIIE IEBOYKH aKTUBHO IIPOSIBASIETCS B CTPO-
€HUU €€ IIOAOBBIX OPraHOB M (PYHKIIMOHAABHOM
aKTHUBHOCTH IIOAOBBIX TOPMOHOB. HapyzkHbIe I10-
AOBBIE€ OpPTaHbI IIOCTPOEHBI 10 KEHCKOMY THILY,
nH(aHTUABHBIE, HHOL/IA C TUIIEPTPOodHe KAUTOpA.
BTopuuHoe oBoaoCeHUE — AOGKOBOE U aKCHAASIP-
HOE — pa3BUBaeTcd CIOHTaHHO K 12-13 rogam
IO BAUSIHHEM HaIIOYeYHHKOBBIX aHIPOTEHOB,
HO BBITAIUT 6oaee CKyAHO. MOAOYHBIE JKEAE3BI
OTCYTCTBYIOT HAU Pa3BUTHI caabo. BHyTpeHHUe
IIOAOBBIE OPraHbl — MaTKa M BAaraauire — cpop-
MUPOBaHbI IPAaBHABHO, HO IIPH HEIOCTaTKe AU
OTCYTCTBHUH TOPMOHAABHOH CTUMYAIIINH OCTAIOTCS
MaA€HBKUMH, HUH(PAHTHUABHBIMHU. JIMYHUKY IIpe-
craBAeHBI B Buzie PUOPO3HBIX Taxkel. CHHAPOM
IIPOSBASIETCH HapyIllleHHeM (PePTHABHOCTH: IIep-
BUYHAas aMeHoped (96 %) u crepuabHOCTE (70 %).

[IpogBaeHMa cHUHApoMAa HecHelupUIecKHe,
OTAMYAIOTCH B Pa3AWYHbIE ITIePHOAbI XKU3HU. Hau-
foaee 3aMETHBIM IIPHU3HAKOM CAYKHT POCT IIPU
POKIEHHH, €TO0 IIoCAeMyIolas nuHaMuKa. Huskui
POCT IIpH POKAEHUN OTMe4deH y 97 % neBouek. B
TaKOM JKe IPOIIeHTe cAydaeB (97 %) BbIIBASIETCS
IIoCTHaTaAbHad 3a[epKKa pocTa, KoTopas IIpo-
TPECCUPYET II0 MEPE PA3BUTHS.

TepHepoBCKHN (DEHOTHUII: TUIINYHAT KPBIAO-
BHUIHAS CKAQIKA IITeU AM00 HaAudHe N30bITOYHOH
CKAQI49aTOCTH KOXKHU, YKOPOUEHUS II1€H, HU3KOI'0
pocTa BoAOC B 00AACTH ITIEU C POIKICHUS — BBIIBASI-
eTcay 53 % maimeHToK. Y 40 % HOBOPOKIAEHHBIX
[IeBOYEK IIEPBBIM [IPOSIBACHHEM CHHIPOMA CAYZKUT
AM@aTHIECKUH OTEK ThIABHOH IIOBEPXHOCTH KH-
CTel U CTOII, He IIoANaI0LIHICa Tepalluy Juype-
TUYECKHMHU IIpenapaTaMi. [IpuanHoi pa3BuTHs
OTeKa IBASETCH IIOPOK Pa3BUTHI AUMQPATHIECKUX
KaIlUAASPOB U KaK CAEICTBHE — (POPMHUPOBaAHHE
crasza AUM@BIL. Y pgaa HalydeHTOK C CHHIPOMOM
OlepemeBckoro-TepHepa B mmybepTaTHOM IIe-
pHoze oTMedaeTcd IIOSIBAEHHE CAOHOBOCTH, UTO
3acTaBAgeT UX 00PaTUThCS 38 MEAUIIMHCKOH 110-
MOIIIBIO U IIOAYYHUTE HallpaBA€HHE IAS OCMOTpPAa B
MeIHUKO-IeHETHYECKYI0 KOHCYABTAIINIO C YIETOM
BBIIBA€HHBIX 0COOEHHOCTEH (peHOoTUIIa: HU3KUH
poCT, IOAOBOY MH(PAHTHAN3M.

DeHOTUIT TAIIMEHTOK C JAaHHBIM CHHIPOMOM
MaAOCIIEIIU(PHUYIEH: THIIEPTEAOPU3M, SIIHKAaHT,
LTHPOKOE IIEPEHOChE, YMEHBITIEHHBIH IT0I00PO/IOK,
IITO3, TUIIEPCTEHUYECKHUH TUII TEAOCAOKEHHU.

XPOMOCOMHBIE CHHIPOMBI YaCTO COIIPOBOKIA-
I0TCH HaAW4YHEeM BPOKIEHHbBIX IIOPOKOB Pa3BUTUL
B opranax. [Ipu cunnpowme lllepernreBckoro-TepHe-
pa IIOPOKH cep/lia MOTYT ObITH BhIIBAEHBI Y 20 %

NOeBOYeK, HauboAee YaCTBIM ITOPOKOM SIBASIETCSI
KoapKTalyg aopTel. [Iopoku pa3BUTHA [HOUYEK
BBIABAAIOTCH y 40-70 %, peke oTMedaroTCs Apy-
rye BPOXKAeHHbIe [IOPOKH U aHOMAaAUH Pa3BUTUSI
BHYTPEHHHX OPraHOB.

KoHcTuTylIHOHAABHBIE OCOOEHHOCTH TEAO-
caoxkeHud ormedarorcd B 40 % caydaeB Ha poHe
CHUIKEHHS pocTa: U3MeHeHHe (POPMBI IPyAHOM
KAETKH — LINpPOKad, «IIUTOBUAHAs, 3a4acTyIO C
nedpopmareii. Y 48 % maireHTOK BaAbryCcHas
nedopmariysa roceHed. CKAOHHOCTD K OTUTaM BIIO-
CA€ZICTBUH ITPUBOAUT K CHHUKEHUIO cayxXa B 53 %
caydaeB. [TaToaorndeckre H3MeHEeHHUd IEHTPaAb-
HOM HepBHOM cucTeMbl ¥ 18 % o0aamaTeAbHUIT
JaHHOTO CHHAPOMA XapaKTePU3YIOTCS YMEPEHHO
BBIPaKE€HHON YMCTBEHHON OTCTAAOCTEIO.

HawGoabI1rie TposgBA€HUSI CHHAPOMA CBI3aHbI
CO CTAHOBAEHHEM IIOAOBOI'O CO3PEBAHUS: BMECTO
TKaHU SUYHHUKOB HeTuP(PepeHIIPOBAHHbIE TIKH,
He cozepKaliye (OOAANKYAOB H CEKPETOPHBIX KAe-
TOK, HEIOPA3BUTHI HAPYKHbIE JKEHCKHE ITOAOBbBIE
opraubl. AMeHOpes Ha (poHE Pe3KO0 [IOBBIIIIEHHOTO
YPOBHH TNOHAIOTPOIIHBIX I'OPMOHOB, OTCYyTCTBUE
AUMYHUKOB U HEAOPa3BHTHE MAaTKH II0 JaHHBIM
YABTPa3BYKOBOTO HUCCAENOBAHUSA OPraHOB MaAo-
ro Tasa.

HauGoaee paHHel NpUYHHONH OOpalleHHSsS
K Bpady sIBAseTCS OTCTaBaHHe B pocTe. B
nybepTaTHBIH NMepHOA OTCYTCTBHE AHOO OT-
cTaBaHHE B Pa3sBHTHH BTOPHYHBIX IOAOBBIX
NIPH3HAKOB, OTCYTCTBHE MeHapxe. Pannag
[OHUAarHOCTHKA HapyIlIeHUH IToA0BOM nuddepeHITH-
POBKH, aleKBaTHOE A€UE€HHE U IICUXOAOTHYeCcKast
TIOMOIITH 00ECTIEYNBAIOT JKEHITIMHAM C CHHIPOMOM
[ITepenieBckoro-TepHepa IIOAHOIIEHHYIO XKHU3Hb.
3amMecTHTeAbHAsS TOPMOHaAbHAL TepaIlid He AUK-
BUAUpPyeT becriaonue.

Ilpedcmasnsem sauemy BHUMAHUIO KAUHUYE-
crkutl enyuati cunopoma Llepewesckozo—TepHepa.
[leBouKa 00paTHAach Ha KOHCYABTAITHUIO K SHII0-
KPHUHOAOTY II0 IIOBOAY HHU3KOPOCAOCTH BII€PBbIE
B Bo3pacte 11,5 roga. VI3 aHamMHe3a M3BECTHO:
POAMAACE IOHOIIIEHHBIM PeOeHKOM OT IIIeCTOH I10
cueTy OepeMEeHHOCTH, 2-X CPOUHBIX poZIoB. Macca
Teaa pu poxkaennu — 3000 r, mamnHA Teaa — SS ¢,
OKPY3KHOCTB I'pyaH — 35 CM, OKPY2KHOCTE ['OAOBBI —
33 cm, poamaack 6e3 acpurcuu. Bospact matepu
Ha MOMEHT HacTyIiAeHus bepeMeHHOCTH — 30 AeT.
TeyeHre HEOHATAABHOTO IIEPHOIA C HE3SHAUUTEABHO
BbIPasKEHHOM TUIIEPOUANPYOUHEMUEH, TTOKA3aHUH
IIASI TIPOBEIEHU Tepallui HeOHATAABHOM JKEATYXH
He BBIIBAEHO. BckapMmanBaHue I'pyaHOE, CBOe-
BPEMEHHO [IPpOBeZieHa BaKIIMHAIINS, HEOHATaAb-
HBIH CKPHUHHHT Ha HACAEICTBEHHYIO IIaQTOAOTHIO
(benMAKETOHYPHS, BPOXKIEHHBIH THIIOTHPEO3).
Brinncana U3 pogUABHOIO JoMa JOMOY B peraa-
MEHTHPOBaHHbBIE CPOKH C JUATHO30M «3/I0POBBIH
MAaneHell. Pe6eHOK 0T cMelraHHoro Opaka: oTer —
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azepbaiimkaHell, MaThk — pycckad. B cembe ecTh
crapliasg cecTpa OT IepBOTO Opaka — AeBodYKa
3nopoBa. CBOIO POIOCAOBHYIO POAUTEAN IEBOYKU
IIPaKTUYECKH He 3HAIOT, HO CPeIH U3BECTHBIX UM
POIACTBEHHUKOB HU3KOPOCAOCTH HE OTMEYEHO.
[Ipu paHee IpPoOBeAEHHBIX OO0 HACTOSIIEr0 obpa-
IIIEHUS UCCAEIOBAHUIX Y pebeHKa ObIAa BEITBACHA
aHoMaAWd Pa3BUTHS MOYEBBIBOAAINMX IIyTel B
BHIe IIOAKOBOOOpPAa3HO MOYKH, MUCIAACTHYE-
CKas KapAHUoIlaTHd: aHOMAaABHO PACIIOAOKEHHAT
XopZa B AEBOM XKeAyaouke. PyHKIIMOHAABHBIX
OTKAOHEHU# B paboTe cepAlla U IIOYEeK He BBI-
dBA€HO. B aHaMHe3e aaseprudeckasi IIaTOAOTHS
B BH/I€ BBIPa>KEHHOT'0 aTOIIMYECKOr0 AepMaTHuTa
U KpaIllMBHUIIEI.

[Tpu ocmoTpe B 11 aeT 6 MecdIleB Macca Teaa
neBouku 36 KT, pocT 130 cM (cpegHUH POCT IAs
OaHHOTO Bo3pacTa cocraBadeT 146 cm). PeHo-
THUII A€BOYKH C IIOPOTOBBIM KOAUYECTBOM MaABbIX
aHoMaauii paszButus. Ob6palaeT Ha cebs BHU-
MaHHe HHU3KHH POCT IIPHU HIPOIOPIIMOHAABHOM
TEAOCAOXKEHHUH; IIOAKOXKHO-3KHPOBOH CAOH pac-
IIpeieA€H paBHOMEPHO, YKOpodeHHe 1ieu. [Ipu
ayCKYAbTAIlUH BBICAYIIINBAETCH CHCTOAMYECKUH
IIyM Ha BEPXYIIKE CEpAlla, YHCAO CEePAeYHBIX
cokpareHuii — 76 ynapos B 1 MmuHyTy. [AbIXaHue
BE3UKYASIpPHOE, XPUIIOB HeT. 2KUBOT MATKHH,
6e300Ae3HEHHBIH, eYeHb 0 Kpamo pebepHoit
OyTH, ceae3eHKa He Inaabnupyercd. LHluToBuma-
Has KeAe3a He3Ha4YUTEeAbHO YBEeAHdYeHa, OHO-
pomHOM KOHCHCTEHIIMH. [loaoBoe pas3BHUTHE IIO
dopmyae Tanuep: Ma—-0-1, Ax—1,P-1, Me - 0.
YcTaHOBAEH paboyuii fHarHO3: CHHAPOMAaAbHAS
HH3KOPOCAOCTE, THIIOTOHAIOTPOIIHBIH TOHAIU3M,
SYTHPEOUIHBIH 300 1-i1 creneHu. He nckarouaeTcs
cunapoM lllepemeBckoro-TepHepa. Pekomen-
[JoBaHa KOHCYAbTallUd I'eHEeTHKa, IIPOBeAcHUE
YABTPa3ByKOBOI'O HCCAEOBAHHSI OPraHOB MaAOI'O
Tasa, IIo4eK, IPoBeAeHHe IIPOOKI C COMATOTPOII-
"HbIM TopMoHOM (CTT).

YABTPa3BYKOBOE HCCAE/IOBAHUE OPTraHOB MaAo-
ro Tasa: pa3Mepbl TOHA 3HAYUTEABHO YMEHBbIIIe-
HBI, OTCYyTCTBYeT U PEPEHIINPOBKA Ha IIEeUKY
U TEeAO MaTKH, SUYHUKU B BHE TSXKeH; cepala:
OBYCTBOPYATHIN aopTasbHBIM KaamaH, APX B
AEBOM 3JKEAYZIOYKE; OPTAHOB OPIONTHOY ITOAOCTH:
nedopMarius 3 KeAdHOTo IIy3bIpd, aHOMaAHUd pas-
BUTHUS IIOYEK B BUAE II0KOBOOOPA3HON IIOYKH.
HepBHO-IICUXHU4YECKOE Pa3BUTHE B IIPeeAax BO3-
PacTHOU HOPMEI.

[Ipu mccaemoBaHHUU BBIIBAEHO OTCTaBaHUE
KOCTHOTI'0 Bo3pacTa Ha 1,5 roza oT I1acriopTHOrO,
YTO CBHAETEABCTBYET 00 OTKPBITBIX 30HAaX POCTA.

[IpoBeneHa KOHCYABTAIHd Bpada-TeHEeTHKA,
Ha3Ha4Y€HO U IIPOBEAEHO IIUTOTeHETUYECKOe UC-
cAeloBaHMe (MCCAeOBaHUE KapuoTHIIa). BeiaBaen
aHOMAaABHBIH KapPHUOTHII — aHEYIIAOUIUS C YMEHb-
IIeHHEeM KOAYeCTBa XpoMocoM, Kapuotutt 45 XO.

[TonTBepKAEHO HAAUYHNE XPOMOCOMHOTO CHHIPO-
Ma, peryagpHas MOHOCOMHS II0 X-XPOMOCOME.
[NoorBepzxnenH curapoM lllepemnieBckoro-TepHepa
(E23.0) xak mpuyuHa OTKAOHEHUH (PU3UIECKOI0
U IIOAOBOTO Pa3BUTHS 00paTUBIIICHCS ITAITUEHTKH.

B Bo3pacte 14 AeT IOBTOPHO OCMOTpEHA JH-
JOKPHHOAOI'OM: KOCTHBIY BO3pacT OTCTAET OT I1a-
croptHoro Ha 3-3,5 roza, Macca Teaa COCTaBASIET
45 kr, poctT — 141 CcM (ZOAIKEHCTBYIOIIHI POCT
161,46 +_ 6,13 cm, SDS pocra — 3,33). Uugekc
Macchl Teaa 22,12 mpu HOpMe A9 JaHHOTO BO3-
pacta 1o 23,94. [ToroBas pbopMyasa He H3MEHHAACH
C Bo3pacTa IIOCTaHOBKH auartosa B 11,5 roza:
Ma-0-1,Ax-1, P-1, Me - 0. Brsicokoe conep-
JKaHUe rurnodpuzapHeIx ropmonos: ®CI'- 100,13
ME/ma; AT - 27,5 MME/ma. Tlo pesyabraTaMm
IIOBTOPHOTO 006CA€IOBAHUSA, OTPUIIATEABHON qU-
HaMUKHU IToKaszaTese (PU3N4YeCcCKOro ¥ [I0AOBOTO
pPa3BUTHUS Ha3HadYeHa 3aMEeCTUTEAbHAd Tepariyud
3KEHCKHMH [I0AOBBIMH TopMoHaMu. Hyxknaercd B
3aMECTUTEABHOU TePAaIIN II0AOBBIMH TOPMOHAMHU
OKU3HEHHO. C IIEABIO JOCTHUXKEHHUS COILIMAABHO
3HAYUMOTO pocTa (6oaee 150 cMm) TpebyeT HA3HA-
gyeHHusI comaTtorTpornHoro ropmona (CTT).

C y4eToM HMEIOIIUXCS OTKAOHEHUH pa3BUTHUS
B Bo3pacTe 14 AeT, He COIIPOBOKIAIONINXCS 3HA-
YUTEABHBIM HapylleHHeM (PYHKIIHHE opraHmusMa
(mo 40 %), pebeHKy OTKa3aHO B MHBAAWIHOCTH.
[ToaydaeT 3aMeCTUTEABHYIO T€PAaIINIO IIOAOBBIMHU
rOopMOHaMHU II0 PEKOMEHIOBaHHONU cxeMe, CO-
IIyTCTBYIOIILYIO TEPAIIHUIO C yIETOM BBISBACHHBIX
COMaTHYeCKHUX OTKAOHEHHUH.

3akaAroueHHe

[IpencraBA€HHBIH cAydall AEeMOHCTPHUPYET
OCHOBHBI€ KAUHUYECKHE CHMIITOMBI CHHOIpPOMA
[[eperreBckoro-TepHepa, 0COOEHHOCTH CTAHOB-
AeHUS (PU3UIECKOT0 U TIOAOBOTO PA3BUTHSI, HAAH-

Puc. 1. DeHOTMN NaUUEHTKN
c cuHppomom LlepelieBckoro-TepHepa
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4yue HapyUIeHUH B CTPOEHUN OPTaHOB U CHUCTEM,
BpeMs ¥ MPUIHUHBI 00PAIIIEeHHUS 38 METUITUHCKOMN
noMoureio. [lo3aguas nAuarHoCTHKa CUHAPOMOB,
CB{3aHHBIX C BOBA€UYEHHEM ITIOAOBBIX XPOMOCOM,
TpebyeT OT MEMUIIMHCKOTO COOOIIECTBA MAAb-
HEHIIer IporaraHabl MEOUIIMHCKUX 3HAHUMH,
dopMUPOBaHUSA V¥ MEOAUIIMHCKUX PAOOTHHUKOB
ODOTPeOHOCTH HAIIPABAECHHUS B MEIUKO-TE€HETHU-
YECKYI0 CAYKOy TpHU 3a7epiKKe (PU3UIECKOTO U
IIOAOBOTO Pa3BUTHS, IPU OTCYTCTBHUH ddeKTa
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OT TEpAaIuU, IIPU MOIBACHUN HEOOBIYHBIX CHUM-
IITOMOB.

Ha mpemcraBAeHHBIX CHHMKax CAeLyeT 00-
paTuTh BEHUMaHue Ha KOHCTUTYIIMOHAABHBIE OCO-
GEHHOCTU TEAOCAOKEHHS IeBOUYKHU, 3HAUUTEALHOE
OTCTaBaHUeE B POCTE, YKOPOUYEHHUE U, HeIpKHe
ocobenHoctu (peHoTumna. PopMHUpoOBaAHUE BTO-
PHUYHBIX ITIOAOBBIX IIPH3HAKOB (CPOKHU ITOSIBACHUS
U pa3Mepbl MOAOYHBIX JKeA€3) IeBOYKH HE UMEET
CYIIECTBEHHBIX OTKAOHEHUH (puc. 1).
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