QWHI/NECK&FI [PAKTNKA

Kaszaxckuii
HAUUOHATIbHDLTL
MeOUUUHCKUTE
yHUeepcumem

um. C.J]. Acgpenousiposa

34

CunpgpoMm TepHepa:
[IepBUYHAA OBapUaIbHAA
HEOCTATOYHOCTD

'H. Arumbaesa

Appec s nepercku: I'yns Hasaposra Anum6baesa, gulya_alimbaeva@mail.ru

BBepeHue

B HemanexoM MpOIIIOM MeAUIK-
Ha pacnonarana BeCbMa OI‘paHI/I-
YeHHbIMM BO3MOXHOCTAMU B OT-

HOLIEHWM YNIydUIeHNMs KadecTBa
JKM3HHM MaLMEeHTOK C CMHIPOMOM
TepHepa, X0TA O CyI[eCTBOBAHUMU
TaKoOro 3a0ojneBaHmA ObIZIO M3BECT-
HO JaBHO. Brepsrie crmy4aii manu-
eHTKU C TaKoJl 6OJIe3HbI0 pacCMOT-
pen B 1925 r. H.A. IllepemeBckuii.
OpnHako KaccuyecKoe ONMCaHUe
(cuHppoM MHpaHTUIN3MA B COYETa-
HUM C TIEPENIOHYATO 1lIeell U Ballb-
T'yCHOJ medopmManmeil JTOKTEBBIX
cycraBoB) cienan B 1938 . H. Turner
(T. Tepuep). B 1942 r. F. Albright,
P.H. Smith un R. Frazer ycranosu-
JIM, 4TO 3TOT CMHJPOM COYeTaerT-
CA C TIOBBINIEHHBIMU yPOBHAMU

TUTPOB TOHAJOTPOIMHOB B MO-
ge [1, 2]. Yxe B 1944 r. L. Wilkins
n W. Fleischmann o6napyxunmn
y TaKVX MALVEHTOK OTCYTCTBHUE TO-
HaJi, HO Ha/jn4ye IPaBUIbHO chop-
MMPOBAaHHBIX, OLHAKO He 3PesbIX
MIOJI/IEpOBBIX TPOTOKOB [1]. ToHams
B OCHOBHOM OBIIM TIpefjCTaBIEHBI
MPUMUTUBHBIMU TSDKaMU 6€10oro
MY KeJITOTO 1|BeTa, @ MUKPOCKO-
MIMYEeCKY COflepXKany TONbKO CTPO-
My. B 1954 1. nensit paj uccneno-
BaTe/lell He3aBUCUMO IPYT OT Apyra
YCTaHOBU/IM, YTO OONTBIINHCTBO
M3 3TUX MALVEHTOK MMeN) OTpULia-
TeJIbHBII T0/TOBON XpomartuH [1, 2].
Haxkomnern, B 1959 r. C.E. Ford u co-
aBT. OIIYO/IVMKOBA/IN JAHHbBIE O TOM,
YTO TI0 MEHBIIE Mepe YacTh Tal-
€HTOK C OTPULATETbHBIM II0TIOBBIM

XpomaTuHoM umenu He XY xpomo-
coMHbIII Habop, a XO koudurypa-
I[MI0 TOJIOBBIX XpoMocoM [1]. Ito
OTKPBITHE CTAN0 KPAeyroabHBIM
KaMHeM Ji/Is1 HayYHOTO OO'bsICHEeHNSI
CUHIpOMa, BIIEPBbIe ONMCAHHOTO
H. Turner.

MaToreHes

Cungpom TepHepa, nan TMnMIHaAg
¢dbopma pucreHesuu rouaj, - ca-
Mas 4YacTasd NMpUUYMHA HapyIIeHUsA
GyHKIUM AMYIHUKOB BCIECTBUE
IOTepU TeHeTUIeCKOro MaTepua-
na [1-4]. Inga npaBuabHOTO pas-
BUTKSA TOHAJ, HEOOXONUMO Hasu-
4yye ABYX IOJTOBBIX XPOMOCOM,
HO B IIpoliecce NepPBbIX [e/leHUI
OJIHA 13 MOIOBBIX XPOMOCOM MOXKET
«IIOTEPATHCA», YTO HPOUCXOAUT
criopafaecku. IMOPIOH, CofiepKa-
1 OXHY Y-XpOMOCOMY, HE JKI3HE-
CrocobeH, a Py HaAIMIUN OFHOI
X-XpOMOCOMBI OH BBDKMBAET Y pas-
BIBAETCS KaK IeBOYKA C CMH/[POMOM
Tepuepa. TakoBa nepBas npu4nHa
pasBUTUA CUHApOMA (2, 4].

Ecnm BTOpas momosas XpomMocoMa
TepseTCAd Ha PaHHeN CTajuM SM-
OpMOHANTbHOTO Pa3BUTUSA, TOTHA
He BCe, a TOTTbKO HEKOTOpbIe KJIeTKI
pacTyuiero opraHusMa cCofiepKar
opHy X-xpomocomy. Takoe cocTo-
SHJMe Ha3bIBaeTCSA «MO3aULU3M»,
U 3TO BTOPOIl MeXxaHU3M Qop-
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MUpoOBaHUA cuHApoMa TepHepa.
OT HpPOLEHTHOTO COXEep>XaHU:A
KJIETOK C aHOMaJIbHBIM KapUOTU-
oM 45,X HaNpAMYIO 3aBUCAT KIIN-
HMYeCKMe MPOSIBIIEHNsI CUMHIpOMa
[4]. Ecnu ponsa aHOMaJIbHOTO Kile-
TOYHOTO KJIOHA HeBeJIuKa, To ¢e-
HOTMII ITALIEHTKM C CHMHJPOMOM
TepHepa Mano oTIM4aeTcss OT HOP-
MBI, U XEHIIIMHBI MOTYT VIMETb pe-
Ty/IsIpHBIe MEHCTPYalTbHbIE IIUKIIbI
u faxxe 6epemeHeTh. [eHeTHYeCKas
OVMATHOCTUKA B TaKUX Cayda-
X 4acTO TpebyeT MCCIefOBaHMS
O4eHb OOJIBIIOTO YMCIa KJIETOK
KpPOBM M/MIM MCCIIEOBAHMA KJIe-
TOK JPYTMX TKaHel, B 4aCTHOCTU
koxu. [Ipumep Takoro reHorumna —
45,X(10)/46,XX(90) o3Hadaet, 4TO
TONbKO 10% K/IeTOK MMEIT MOHO-
coMuo, a 90% — HOpMaJIbHbII Ha-
60p xpomocom [2-4].

Tperbell mpuMYMHON Pa3BUTUA
cuaapoMa TepHepa CTaHOBMUT-
cs1 He moTepsi, a AedeKTh OLHON
n3 X-XpoOMOCOM, IIPeNATCTBYIOIINe
HOPMa/IbHOJ 9KCIpPECCUM TEeHOB
(manmpumep, pparMeHTMpOBaHUE
X-XpOMOCOMBI, IIOTEPSI €€ YaCTy UIN
oOpa3oBaHue KOJIbLeBOI GpOpPMBI)
[4, 5]. KnuHudeckme mocaencTBms
TaKMX CTPYKTYPHBIX NepecTpoex
MNMPOKO BapbupyoT. Hebonbmue
IeJlel)i MOI'YT IPOSABUTHCA B U30-
JMPOBAHHBIX HapyLIeHMAX, Ha-
npumMep ZUCOYHKINUYM AUIHUKOB
U HU3KOM POCTe NPU OTCYTCTBUM
OPYyTUX CUMITOMOB. bonee BnIpa-
JKEHHble Jeleluy MU Jenelun,
Hopa’kalye KpUTudeckue obmac-
TU U perynupymnoigre paboTy Bceil
X-XpOMOCOMBI, MOT'YT 00YCIOBIN-
BaTh ITOJIHBI CIIEKTP IIPOOIEM CUH-
npoma TepHepa.

VMHOrga MOHOCOMUSA BBITTALNUT
HIpeAno4YTUTENbHEE TePeKTOB CO-
XxpaHeHHOI X-XxpoMmocoMbl. Tak,
Hajau4me Majoil KOJNbIeBUTHON
X-XpOMOCOMBI IPUBOJUT K TSIXKe-
JIBIM TOC/Ie/ICTBUAM, BO-IIEPBHIX,
U3-32 OTCYTCTBUS HECKONIbKUX
Ba)XXHBIX T€HOB, @ BO-BTOPBIX, U3-
32 9KCIIPeCCUM TeX TeHOB, KOTO-
pble B HOpMe JIaTE€HTHBI UM MHa-
KTuBUpoOBaHbl [5]. Jnarnoctuka
aHOManbHON X-XpOMOCOMBI MO-
KeT MOoTpe6oBaTh CHelManu3npo-
BAaHHOTO MOJIEKYJIAPHO-IUTOre-
HeTMYEeCKOTO VMCCIeNOBaHUsA [

BBIABIEHUA MajblX Heleluil Uan
VHBEPCUIT XPOMOCOMHOI'O Marepu-
ana [5].

nupgemuonorus

Cunppom TepHepa mopakaeT Bce
pachbl, HalJMOHANbHOCTU U Peruo-
HbBl MIPa C OAMHAKOBOM 4acCTOTOIL.
B monynauum sTOT CMH/POM BCTpe-
yaeTcs ¢ yactorout 1 Ha 2000-2500
KMBOPOX/IEHHBIX /eBOYEK [2-4].
VisMeHeHUs KapuoTuma Habmio-
OAITCs 3HAYMTE/bHO Yalle U J[0-
cruraiotT 1-2% oT Bcex 3avyaTwuil.
OpHako coxpaHseTCsA U 3aBeplia-
eTCs POXJIeHMEeM >KMBOTO pebeHKa
TONBKO 1% Takux GepeMeHHOCTEN
[6]. Monocomust 45,X BcTpevdaeTcs
npumepHo B 40-60% KapuoTuUIoB
6onpHBIX cuHApOoMOM TepHepa.
Cpeau MO3aMYHBIX BapUAaHTOB
4yacTo ompepensdoTca 45,X/46,XX,
45,X/46,XiXq, 45,X/46,XY,
45,X/46,XrX [6]. YcTaHOB/IEHO, YTO
puck dopmmupoBaHUs CHHIPOMaA
TepHepa He 3aBUCUT OT BO3pacTa
6epemenHoii. Pogurennu, numeroiiue
HECKOJ/IBKO 3[JOPOBBIX JIeTell, He 3a-
CTPaxOBaHbI OT POXK/IeHNs pebeHKa
¢ satuM 3aboneBannem [6]. He BbI-
SIBJIEHO TOKCMHOB MU PaKkTOpoB
OKpY>KaIolleil Cpebl, yBeTNINBAI0-
IIUX PUCK POXTECHNA IeTel C CUHJ-
pomom TepHepa [6].

Knunnyeckune npoAsieHna
N ANarHoCTuKa

B HeKOTOpBIX CTpaHaX CUHAPOM
TepHepa BKITIOYEH B IIPEHATAIBHBIN
ckpuHuHT [7]. IIpepnonoxuts 3a6o-
JleBaHIe Y IUIOfa MOXKHO IPY Y/IbT-
pa3BykoBoM uccnegoannu (Y3U)
[7, 8], mist MOLTBEP>K/IeHNS AMarHo-
3a TIPOBOJIUTCS KAPUOTUIIMPOBAHIE
C TOMOIIbI0 aMHMOIEHTEe3a VAU
6uoricun xopuoHa [7].

CounanbHas 1 MeSUIIMHCKAS 3HA-
YUMOCTb JUMATHOCTUKU CHHIPOMA
TepHepa ompefenseTcs XapakTep-
HBIM /151 3a00/IeBaHMsI MHOTOOOpa-
31eM HapyLIeHNI! B pa3nMIHbIX CHUC-
TeMax opraHmsMma. [ist BBISBIEHNS
M KOPPEKINY MPOSBIEHNUT CUH/IPO-
ma TepHepa MAIMEHTKU C CAMOTO
POXZEHMs HY>XJATCI B MEXANC-
LUIUIHAPHOI oMo [6].

B mepBsie gHM 1TOCTIE POXKIEHNS 3a-
NIOA03PNUTH CMHAPOM TepHepa 1mo3-
BOJISIET XapaKTePHBIN TuMbarndec-

AKyLLEPCTBO 11 TUHEKONONA. CﬂeuBblﬂyCK <<AKTyaﬂbe\e BONPOCHI IHAOKPUHHON THEKONOru»

KNMHNUeCKkaa npakTka

KII1 OTEK KMCTEN U CTOII, MaJIblil BEC,
He COOTBETCTBYIOIINIT CPOKY recTa-
LMY, J/IMHA Tena, O1M3Kast K TpeTh-
elf eHTIn B Tabnuuax pocra. B 60-
Jlee CTaplleM BO3pacTe IOKa3aTeln
Y TEMIIBI POCTa MOTYT OBITH HIVKE
TpeTbeit LenTunu [6]. Kpome roro,
B HOBOPO>K/ICHHBII [IEPUOJT MOTYT
BOSHMKHYTb CTIOXXHOCTI C KOpPMJIe-
HUeM U HabopoM Beca ¥ IpOO/IeMbl
CO CHOM. B KraccmdyeckoM BapuaH-
Te JIIA CUHAPOMa XapaKTepHO Ha-
MYMe KOXHBIX CKIAJOK Ha Iee.
CeppedHO-COCYAUCTBIE AHOMAJIN,
K CaMBIM CEpPbEe3HBIM 13 KOTOPBIX
OTHOCATCA KOApKTalMsA aopTHI,
CTEHO3 A0PThI, HOPOK A0PTATbHOTO
KJIallaHa, MOTYT OBITb BBISIBJICHBI
KaK IIPEeHATa/IbHO, TAK U B PaHHEM
HeoHaTaJIbHOM 1epuofe [6, 9].

B panHeM Bo3pacTe U B IOCIENY-
Iolye TORBl AeTH C CUHAPOMOM
Tepuepa uyacto mepenocat JIOP-
3abomeBaHus, 0COOEHHO IOBTO-
psaoomuecs: MHPEKLUN CpeJHEero
yXa, 9KCCyJaTUBHbIC OTUTBHI, Y HUX
MOXXET Pa3BUTbCS MPOBOJHIKOBAS
TYTOYXOCTb U HEIIPOCEHCOPHAsI TITy-
XOTa.

AHOManNyu MOYEBBI/I€NUTENBHOI
CHUCTEMBI OIMCAHBI B CIEAYIOI[UX
BapMaHTaX: YABOEHUE MOYEBbIJe-
JIUTEbHOI CUCTEMBI, OTCYTCTBIE
OJHOJ IIOYKM, HEe3aBEePLIEHHBDIN]
[IOBOPOT, TOAKOBOOOpa3Has Mmovyka
u 6eCCUMIITOMHBIN IUPOHedPO3.
Wutennext npu cungpome Tepuepa
He HapylleH, HO JeTell OTIMYAI0T
HOBefleHYeCKIe CTTIOKHOCTH U IICH-
Xo/mornyeckue mpobieMsl ¢ Ipe-
yBeNUYeHHBIMU cTpaxaMmu [6, 9].
EcTecTBeHHO, 4TO Takue MpobIeMbl
Ha ()OHe MaJIEHBKOTO POCTA U OTCYT-
CTBUS CIIOHTAHHOTO CBOEBpEMEH-
HOTO TybepraTa HPUBOAAT K TPYJ-
HOCTSIM B OOy4YeHUH, COLMAIbHBIM
npo6ieMaM, JI/INTeIbHOI IICUXOTIO-
IUYECKOI HE3PEeNOCTU U MEHbUIEN
colManbHOM aKTUBHOCTH [6, 9].
CepbesHoit mpo61eMoit B MORPOCT-
KOBOM BO3pacTe CTAHOBATCA UM-
MYHHbIE HAPYIIEHNUS — Ay TOMMMYH-
HBIIl TUPEON/UT, BOCIIAIUTETbHBIE
3a00/IeBaHMSI KMIIEYHIKA W L{e/INa-
KM, BOSHUKAIOI e HapAAY C paH-
HuUM GOpPMUPOBAHMEM TUIEPTEH-
3111, OCTEOIIOPO30M, OXUPEHUEM,
pumaTanuer aopTsl u OGecriogu-
eM [6,9].
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30Ha OTBETCTBEHHOCTY T'MHEKO-
JIoTa — 3HAYNMTE/NbHOE OTCTaBaHMeE
IIO/IOBOTO PAasBUTUSA MY JlaXKe €ro
OTCYTCTBME B CIy4asiX HECBOEBpe-
MEHHOT'O Ha3HaYeHU A 3aMeCTUTe/Ib-
HOJI TOPMOHAJIbHOJ Tepanuu [1-3,
6,9].

YpoBHM TOHaZOTPONMHOB, 0CO-
6eHHO (ONIUKYIOCTUMYINPYIO-
mero ropmona (OCI), moryT ObITH
IIOBBILIEHBI YKe K MOMEHTY pOXKJe-
HIUA, OJHaKO 9TOT (aKT He ABMIAET-
Cs1 OCHOBAHMEM JIJIs1 HEOHATaIbHOTO
CKPUMHMHTA II0 aHAaJIOTUM C BPOX-
IeHHBbIM rumnotupeosom [6]. K ger-
BepTOMY rofy >kusHu yposenb OCI
MOCTENeHHO CHYXAeTCs, OFHAKO
3aTeM CHOBA yBeIMYUBACTCH, [1O-
CTHUTasl MEHOIAy3a/IbHBIX 3HAYeHUI
K IybepTaTHOMY Bo3pacrty [6, 9].

Y mOAPOCTKOB M B3POCTIBIX OCHOBA-
HUeM JIJIs YCTAaHOBJIEHUs AUATHO-
3a OOBIYHO CTAHOBSTCS 3aJepiKKa
nybepraTa, HapyuleHne QpepTub-
HOCTM M MaJIeHbKuit poctT. Havano
HOJIOBOTO OBOJIOCEHUS MPUXOTUTCH
Ha OOBIYHbIE CPOKH, HO 9TO He O3Ha-
JaeT, YTO [I0I0BOE pas3BuTue Oymer
porpeccuposars [3, 6]. MonouHble
JKe/le3bl U Jlake MEHCTPYabHBbIN
OUKT GOPMUPYIOTCSA CIOHTAaHHO
He 6oree yeM y 13% pmeByurek. [ns
TaKMX CIy4aeB, KaK IPaBUIIO, Xa-
pakTepeH MO3aM4HBIM KapMOTUII
45,X/46,XX 1 HOpMajJbHBIN OT-
BET TOHAJOTPOINMHOB Ha CTUMY-
JALUIO TOHAZOTPONUH-PUTMSUHT-
ropmoHoM [6]. Hanuune cunpgpoma
TepHepa MOXXHO 3aIIOO3PUTH HPU
IIePBUYHOI U/ BTOPUYHONM aMEHO-
pee, a TaK>Ke Y B3POCIIBIX JKEHIIMH
C HEeOODBACHUMBIM OecIofueM,
0CO6EHHO B TOM C/ly4ae, eC/IM OHU
MaJIeHbKOro pocTa [6].

JlnA MOCTaHOBKM [MarHO3a CUH-
npoma Tepuepa (tunnunas dpopma
[MCTeHe3nN TOHAaJ) Heob6XOZUMO
Ha/IM4re XapaKTepHbIX GeHOTHUIN-
YeCKMUX 0COOEHHOCTe U IIOJTHOTO
WM 9aCTMYHOTO OTCYTCTBMS BTO-
poit monoBoit xpomocombl. Ecin
X-xpomocoma ofiHa, TO B 2/3 cy-
4yaeB OHa MaTepPUHCKasd IO IPOUC-
xoxpenuo [1, 7]. BoapmmuHCTBO
ocobeHHOCTel cuHApoMa TepHepa,
BKJIIOYasi Majblil POCT, CBSI3AHBI
C HEJJOCTaTKOM TeHa HU3KOpoC-
JIOCTY, COflepIKalllero roMeoboKc
(short stature homeobox), BTO-

poit X-xpomocomsl [5]. Y >keHIIMH
¢ cungpomoM TepHepa MoryT om-
pelenATbCA M Apyrue IaToNOoru-
YecKye COCTOAHMA ONOPHO-IBUTA-
TE/IbHOTO allIlapaTa: BPOXIEHHbBIN
BBIBMX Oefpa, apTpUT, CKONINO3,
ManbdopManusa HUXKHEN dYenic-
i (perporuarus), TUMQOUTHBLI
oTex [6].

BonpIIMHCTBO IepeducaeHHBIX
CUMIITOMOB — 3TO C/Ie[iCTBME Hapy-
IIEHHOJI PeryIALMM pOocTa, KOTopas
IPOSIB/IAETCS YoKe BO BHYTPUYTPOO-
HOM IIepyofie 1 Ha4MHas C paHHETO
HEeTCKOTO BO3pacTa HeIpepbIBHO
nporpeccupyer [9, 10]. Ily6eprarHOe
YCKOpeHMe pOCTa He HAacTyIaeT.
OKOHYATe/NbHBINI POCT JleBYyIIEK
¢ cuappomoM TepHepa Oe3 jedeHnst
B CpefiHEM IIPUMepPHO Ha 20 cM HIDKe
TaKOBOTO y 3[JOPOBBIX CBEPCTHMUI] [6,
9]. B otnunme ot cunpgpoma TepHepa
IIA HepBUYHOIO TMIEpProHapno-
TPOIIHOTO TMIIOTOHaAM3Ma 6e3 Hapy-
IIEHWTI KapMOTUIIa HU3KOPOCIOCTD
He xapakrepHa [1-3]. ITockonbky
YPOBEHb COMAaTOTPOIHOTO FOPMO-
Ha Ipu cuHgpoMe TepHepa 0OBITHO
B HOpMe, HU3KOPOCIOCTb CKOpee
BCEro IIpeAcTaBysAeT coboil cef-
CTBYE CKPBITOI (POPMBI CKeJIETHOI!
pucmtasun [3, 10]. BosmoxxHo, 3TO
00YC/IOB/IEHO HApYIMIEHUSMU IKC-
IIpeccUy TeHOB U3-3a OTCYTCTBUSA
opHoi1 X-xpomocombl. Ha3HaueHue
COMaTOTPOIIHOTO TOPMOHA 3adac-
TYI0 YCKOpsAeT POCT M yIydIlaeT
OKOHYaTe/IbHbIe II0Ka3aTeI! POCTa,
OIHAKO He CTOJ/Ib 3HAYMMO, KaK IIpU
meduuuTE COMaTOTPOITHOTO TOPMO-
Ha [3, 10]. bonee BbICOKMIT KOHEY-
HBIIl POCT MOXeT ObITh JOCTUTHYT
IIpY paHHEM Hadajle U JINTe/IbHOM
IIpMMeHeHNY TOPMOHA POCTa IO NH-
AYLMPOBAHHOTO VMM CHOHTAHHOTO
ny6eptarta [6, 9, 10]. [Tpu Takom ne-
YeHUM POCT npumepHo B 50% ciy-
YaeB MOXET cOCTaBUTh 150 cM umn
6osee, B TO BpeMs KaK y HeJIeYEHbIX
B3POCJIBIX OH He IpeBbIlIaeT 142 cm
(6, 9].

Cungpom TepHepa He sABnAeTCA
HAaC/IeICTBEHHBIM 3a00/IeBaHNEM,
Y €TO MOBTOPHBIN PUCK CYUTAECTCA
HU3KuM [6]. Ocobas reHeTnyeckas
KOHCY/IbTalus TpeOyeTcs B CUTya-
LUAX, Korfia cuHgpoM TepHepa nua-
THOCTUPYETCs BHYTPUYTPOOHO MIn
BO3MOJKHBIJI [MarHO3 IIpefIosara-

eTCsl y TMALMEeHTKN ¢ HOPMa/lbHBIM
KapuoTumoM [6, 7, 9]. Bo Bcex cinyya-
AX AUCTeHe3MU TOHAJ IPYU HaIN4INU
BpicOKMX ypoBHeit ®CI' manuenTok
CIeflyeT TeCTUPOBATb Ha HPUCYTC-
TBYe MaTepuaaa Y-XpOMOCOMBI, JC-
HOoMb3ysa Y-IleHTPOMEepPHbIe HPOObI
[6].

ITpu HasHavyeHMH M060rO BUAiA Te-
pammy HeoOXOAMMO YYMTBIBATH
BBICOKYI0 BEPOATHOCTDb COIIYTCTBY-
fomux cuHgpomy TepHepa 3a6o-
neBauuit: 6onesun Kpona, tupeo-
upnta XallMMOTO, IUIIEPTEH3NH,
caxapHOTro fuabera IepBOro TuIa
[9]. Ocoby1o mpobeMy cocTaBisieT
6oree BBICOKAS, YeM B IO YA,
YaCTOTA 3/I0Ka4eCTBEHHBIX HOBOOO-
Pa30BaHMIl: OIMCAHBI C/TyYal FOHA-
106/1aCTOMBI, MEHUHTVMOMBI, OIIY-
XOJIeil MO3Tra B I€TCKOM BO3pacTe,
paka MOYeBOTO IIY3bIPs, OIYXOIU
BunbsiMca, MeTaHOMBI 11 paKa Mart-
Ku [6].

Bepudukauma guarnosa

Knuundeckme nmposABleHUS CHUH-
npoma TepHepa HacTONTbKO Xapak-
TepHBl (HU3KUIL POCT, «KPBIIO-
BI/IHBIE» CKJIAJ KU Ha llee, HU3KasA
JIMHUA POCTa BOJIOC, BBICOKOE HEOO,
604koobpasHas TpyfHas KIeTKa
U IIMPOKO PacCTaBJI€HHbIE COCKM,
MHOXXECTBO HEBYCOB, OTCYTCTBME
pocTa MOJIOYHBIX XKelle3 U CKyJHOe
II0/I0BOE OBOJIOCEHNE), UTO CIIEI-
aZIMCT MOXKET NPeANONI0XUTh Ha-
AMdre SaHHOTO 3a00eBaHMs Ipu
IepBOM B3IVIAJie Ha MaLllMEeHTKY [1-
3]. OpHako maXke camMoe TUIIMYHOE
CcouyeTaHMe BHEIIHMX NPOABIEHUN
CUHApPOMA M 3aJep>XKM IO/I0BO-
ro pasBUTHUS TpeOyeT IPOBeJEHIs
0053aTe/IbHBIX MCCIeOBAaHUIL I
IIOCTAHOBKM JIMaTHO3a.

1. Kapunotunmuposanue c o6:a3a-
Te/IbHBIM YTOYHEHMEM MOHOCOMUM
WM MO3aMIIM3Ma, a B CIydae Mo3a-
niyuaMa o6sA3are/IbHOe UCKTIOUCHYEe
HPUCYTCTBUA Y-XPOMOCOMBI.

2. Jlo Ha4yaja TOPMOHOTEpAINN UC-
cllefloBaHMe YPOBHEN TOHAJOTpO-
MVHOB: TIOTEMHU3VPYIOIEro rop-
MoHa u OCI, xoTopble MOI'yT OBITH
IIOBBIIIEHD! B BO3pacTe /10 YeThIpeX
ner. ITospHee ypoBHM TOHAalOTPO-
IIHOB CHIKAIOTCA 10 HOPMa/IbHbIX
BO3PACTHBIX IOKa3aTesel, a 3aTeM
IO JOCTVDKeHUM Bo3pacrta 10 metr
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yBeIMYMBAIOTCA 4O MEHOIay3ajb-
HbBIX 3HaYeHui1 [6, 9, 11].

3. OmeHkKa KOCTHOTO BO3pacTa Jio
Hayaja Tepamnuy rOPMOHOM poc-
Ta /WU Ha3HAYeHUsI 3CTPOTeHOB.
KocTHbINI BO3pacT y feTeil MOXeT
ObITh B IIpefienaX HOPMBI, HO I03-
IHee B CBs3U C fedUIUTOM 3CTPO-
TeHOB OTMEYAeTCsl €ro OTCTaBaHMUe.
[Tpu 3akpeITHM 30H pocTa (KOCTHBIN
BO3pacT BbIlle 14 jieT) nmpumeHe-
Hle TOPMOHA POCTa IIPOTUBOIIOKA-
3aHo [10]. ¥ B3pOCHBIX ManleHTOK
PEeKOMEH/IyeTCs pery/IApHOe MCCIe-
IOBaHVe MUHEePAIbHOI TIOTHOCTI
KOCTM B CBAA3Y C PAHHMM Pa3BUTIEM
ocreornoposa [6].

4. OnekTpo- u axokapguorpads
¢ KOHCy/IbTalMeil KapfMoiIora [0
Hayajla FOPMOHAJIbHONM Tepanuu
[11].

5. OneHka QyHKUMM LMTOBULHOIN
>KeJie3bl — aHaJIu3 Ha TOPMOHBI (TH-
PEOTPOIHBINI TOPMOH, TUPOKCUH
CBOOO[IHBII U THPEOW/JHbIE AHTHUTE-
na) [2, 12].

6. CKpUHMHT caxapHOTo fuabera
(ompepenenyie ypOBHS ITIMKO3UIIN-
POBaHHOTO reMOI/IO0MHA UIIN YPOB-
HsA IJIIOKO3bI HaToWIaK) [6, 9, 12].

7. OmupepeneHue ypoBHell 37IeKTPO-
JINTOB B KPOBY, OOI[MIT aHATIN3 MO-
U, UCKTI0YeHe 6eCCHMIITOMHOI
6axTepuypun, a Takxe Y3/ mode-
BbIJIE/TUTEIbHOI CUCTEMBI /ISl TeC-
TUPOBAHMNA COCTOATEIBHOCTU MOYe-
BBIZE/IUTENbHONM CUCTEMBI [6, 9, 12].
[TanMeHTKM JOKHBI COBMECTHO
HaO/MIO[aThCsI 9HAOKPUHOIOIOM
U TYTHEKOJIOTOM, KOHCY/IbTVPOBATh-
cA TICUXONIOTOM, OKynucTtom, JIOP-
BpavyoM, YPOTIOTOM U KapAMOIOTOM.
Heo6X0mMMOCTb MEXIUCIUIIIN-
HapHOTO HOAXOfa K 00C/IeJOBaHNUIO
U JIeYeHUI0 MAalMeHTOK C CUHJPO-
MoM TepHepa mpusHaHa BO BCeM
mupe [12].

Habniopenue n Bbi6Op Tepanuu
Ha 3Tanax pocTa 1 pa3BuTua
nauneHTKK

YcTpaHeHMe KOCMETIYeCKUX fedek-
TOB (KpbUIOBM/IHbIE CKJIAJIKU IIEN)
MPOBOAUTCS AETCKMMY XMPYypraMu
B paHHEM BO3pacTe.

B Bospacre fo 10-11 neT omHOIM
M3 TIaBHBIX NPO6IeM MalMeHTKN
U ee CeMbU CTAaHOBUTCA HU3KOPOC-
70CTb. PexoMeHyeTcA HauMHATD

Tepanuio TOPMOHOM POCTA C paH-
HEro BO3pacTa, KOTfla OTCTaBaHuUe
pebeHKa OT CBEPCTHUKOB CTaHO-
BUTCSI 3aMETHO ¥ Ha 9TOM OCHOBa-
HUM BIIEPBBbIe MPeIPUHNMAIOTCS
IIONIBITKM YTOYHEHM A uarsosa [9].
PexoMO6MHAHTHBIN TOPMOH pOCTa
(pTP) pexomeHpoOBaH As 7nede-
HIUSI HUSKOPOCIIOCTH, aCCOLNNUPO-
BaHHON c cmHApoMoM TepHepa.
Ha ¢one mpumenenns ot 0,3 fo
0,378 mr/xr pI'P B Hefiemio meBy KM
CMOI/IN pr6aBUTH B POCTE HPH-
MEPHO Ha 3 CM B Te€YeHUeE IePBO-
IO rofia ¥ Ha 2 CM B TedeHue BTOPO-
ro ropga neyenus [9, 10]. HemaBuue
MCCIIeOBAHMA TIOKa3aIl, YTO KOM-
6unanus pI'P u ynbrpaHuU3Kux 03
3CTPOTeHOB B I0MybepTaTHBII IIe-
PMOJI TIOBBIIIAET KOHEYHbIE II0KA3a-
tenu pocta [13]. [IpumeneHue rop-
MOHAa pPOCTa PEeKOMEHIOBAHO [0
HOCTU>KEHUsI KOCTHOTO BO3pacTa
14 netr. HexkoTopble 3HIOKPUHO-
JIOTM PEKOMEHAYIOT IIPUMEHEHIE
pI'P na ¢pone anabonuyeckux cre-
pouzos [9]. 9bdexTuBHOCTD Te-
panuu pI'P xouTponupywT ¢ mo-
MOIIBI0 AMHAMHUKU POCTA M IIO
YPOBHIO MHCYIMHONOJZOOHOTO
dakTopa pocTa 1, KOTOpble TOMXK-
HBI HOJAJIEPKNBATHCS HUXe BepX-
Heil rpaHnubl HopMbel [10]. Eciu
HA4YaTh TEPANNUIO B BOCBMUIETHEM
BO3pacTe M NPUMEHATh TOPMOH
poCTa eXXe[JHEBHO B TeUeHNe MATH
JIeT, MOXXHO TIOMYYUTDh BBIUTPBIII
B pOCTe +7 CM B CPaBHEHUU C TEM,
KTO He monydan Tepanun [9, 10].
OTCyTCTBME ZOCTATOYHOTO OTBe-
Ta Ha Tepaluio TOPMOHOM pOCTa
OOBIYHO CBsI3aHO C TUIOTUPEO3OM,
LeNMaKMeil UIu HeCOOMoneHeM
pe>xuma mpueMa npemnapara [6, 9,
10]. ITo6ouHbIe 3¢ PeKTHI Tepanunu
BK/IIOYAIOT MOBbIIIEHHOE BHYTPU-
yeperrHoe [aBJIeHe, BBIBUX T'O/IO-
BKIU GeIpeHHOI KOCTU, CKOJINO3,
[IAaHKPEATUT ¥, BO3MOXKHO, [TOBBI-
IIEHHBI PUCK Pa3BUTUA CAXapHOTO
nuabera mepsoro tumna [3, 10].

3amecTutenbHas ropmoHaJibHaA
Tepanua nosoBbiMu crepougamu

Jlns mpumepHO 95% 60NBHBIX CUHI-
pomoMm TepHepa XapaKTepHbI HU3-
KU POCT M 3afiep>KKa II0JI0BOTO
pasButus (2, 3, 6, 9]. Y HebombIIION
4acTY MaljMeHTOK BO3MOXXHO CITOH-

AKyLLEPCTBO 11 TUHEKONONA. CﬂeuBblﬂyCK <<AKTyaﬂbe\e BONPOCHI IHAOKPUHHON THEKONOru»

KNMHNUeCkaa npakTuka

TaHHOE Pa3BUTME HEKOTOPBIX NPU-
3HAKOB II0IOBOTO CO3peBaHNA I fla-
Ke TIOsIB/IeHe MeHCTpyaruii (1, 2].
IIpuMeHeHMEe TOPMOHAJIIBHONM Te-
pammy s MHuuanuu nybeprara
m o6ecIiedeHN I JOCTaTOYHOI 3CTPO-
T€HHOJI HAaCBIIIEHHOCTHU B IOJPOCT-
KOBOM BO3pacTe U YCIOBHOM pell-
POLYKTMBHOM Iepuoje — CI0KHas
3ajjaga. ITOT IpoLecc HeoOXOAUMO
TIIaTeTbHO OTCAEXNBATh, OJHOBPe-
MEeHHO obecledyuBasi MCUXOIOTH-
YeCKYI0 IOJJIEPKKY MaljeHTKe U ee
ceMbe [6, 9].

CIIOpHBIM OCTaeTCsl BOIPOC BpeMe-
HJ Hayaja IIpUMMEHEHUs 3CTpore-
HOB U BBIOOpPA IPaBUIILHOI JJO3BI.
Honroe BpeMs TOCIOLCTBOBAJIO
MHEHNE, YTO NIPYMEHEHNE ICTPOre-
HOB YCKOpAET 3aKpbhITHE 30H POCTa
U JO/DKHO OBITH HAayaTo He paHee
3aBepIIeHMsA TePAaNUU TOPMOHOM
pocTa u/unm JOCTV>KEeHM A KOCTHOTO
Bo3pacTa 12 set, 4TO [/1s1 6ONMBHBIX
cuHppomoM TepHepa COOTBETCTBY-
€T IIaCIIOPTHOMY BO3pacTy 14-16 et
10, 14].

CormacHo APYroi TO4YKe 3peHM,
HauMHAaTh NPUMEHEHME SCTpoTe-
HOB HEOOXOJVMO B CPOKM, COOT-
BETCTBYIOIINE CPEJHEMY BO3pacTy
MOAB/NEHMA IIEePBBIX NPU3HAKOB
ON0BOro cospepanudA. IlepBriM
(U3NONIOrN4ecKUM CUMIITOMOM ITy-
6epTaTa ABIAETCA HadyaJlo POCTa MO-
JIOYHBIX JKeJle3 — Telmapxe, KOTopoe
NpUXOAUTCA B cpefHeM Ha 10-11
net. VIMeHHO B 9TOM BO3pacTe OT-
MeyaeTcs 3HaUYMTENbHOE, JJOXOMA-
1lee 0 MEeHOTIay3aTbHbIX 3HAYeH U],
yBenu4YeHue YpOBHEl TOHALOTPO-
MMHOB Y MallEHTOK C CUHJPOMOM
Tepnepa. Hauano Tepanum actpore-
HaM} B 3TOM BO3pacTe «Hac/lauBa-
€TCsI» Ha IIPOJIO/KALIYIOCA Tepa-
10 TOPMOHOM POCTa U COIPSIKEHO
C pAOM TPYHHOCTEI: KaKyIo O3y
9CTPOTEHHOTrO Ipernapara npepo-
KUTh nanmeHTke? Kakoil pexxum
npueMa IpeAIoyYTUTeIbHee — Ipe-
PBIBUCTBINT MM HeNpepbIBHBIN?
W nakonel, KaKoif Ipemapar jaydiie
BbIOpaTh? OZHO3HAYHBIX OTBETOB
Ha 3TU BOIIPOCHI NTOKA HET, KaXK/as
CTpaHa co3fiaeT COOCTBEHHbBIE PEKO-
MeHpgauuu. Hanpumep, bpuranckoe
KIMHNYECKOE PYKOBOJCTBO PEKO-
MeH/IyeT Ha4MHATh TEPAINIO ICTPO-
reHamu ¢ 13 71eT, HeCMOTPs Ha TO YTO
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Tepanus FOPMOHOM POCTa IIPOJOI-
JKaeTcsdA, a POJACTBEHHMKM BbICKa-
3bIBAIOT CBOU ITOXKeNaHUsA 0 Oosee
paHHeM WIM OTCPOYEHHOM Hadaje
Tepalyy SCTpOreHaMu [6].
TopMoHanbHasA Tepanmus JOMIKHa
HaulHAaTbCA HATYpPaJbHBIMU aHa-
noramu sctpaguona (17-6era-act-
papmMos, 3CTpafyosIa Balepar) Min
KOHBIOIMPOBAHHBIMU 3CTPOTEHa-
MU B HayajabHBIX mo3ax 0,5-1 wmr.
ITo MHeHUIO HEKOTOPHIX aBTOPOB,
KOHBIOTMPOBAHHbIE 3CTPOTEHBI
IPOTMBONOKA3aHbI B IETCKOM BO3-
pacre [15]. TabneTupoBaHHbIe Tpe-
Iapathl 3CTpajiMoa Bajepara, Ipu-
CYTCTByIOIMe Ha HallleM pBIHKE,
cofiep>KaT 2 MT 3CTpajuoia, MEeHb-
mas I03UPOBKa He IpefycMoTpe-
Ha. CrreoBaTeIbHO, eJUHCTBEHHO
BO3MO>XHBIM BBIOOPOM CTaHOBUTCS
TpaHCAepMabHas NeKapCTBEeHHAsd
dbopma 17-6erta-acTpagnona, KOTo-
PYI0 MOXHO JO3UPOBaTb B 3aBU-
CUMOCT) OT TeKylieil moTpebHOC-
TU. DCTpajiyioN Ha3HAYaeTCA /A
MHULMALUY Pa3sBUTHUA IOTOBBIX
IPM3HAKOB U POCTA MOJIOBBIX Opra-
HOB BHauaJie B BUJI¢ MOHOTEpAINN
C IOCTENEHHBIM yBeIMYeH)eM JJO3bI
(06BIYHO [103a ITepepacCUNTHIBACT-
Csl pa3 B IIECTb MeCSIeB) MOJ KOH-
TponeMm Y3Vl u eXXerofgHOTro ompe-
IlelleHU sl KOCTHOTO Bo3pacra. IIpu
HOSIBIEHUY KPOBSIHBIX BbIJIe/ICHUI
13 IOJIOBBIX Iy Teil MM YBeTNIeHN N
TOJILIVHBI S3HTOMETpUA 10 1 cM K ac-
Tpagnony foOaBISIOTCS aHAIOTH
HaTypaJbHOIO IIPOreCTepPOHa, U Te-
pamus npuobpeTaeT UMKINYECKUIT
xapaxTep. CunMTaercs, 4T0 ITUTe/Nb-
HOCTb MOHOTEepPAIINY 3CTPOTreHaMMU
He JO/DKHA IIPeBBINIATh MOIyTOpa
JIeT.

B mocnepymouieM peKkoMeHJyeT-
cA Tepexof, Ha IMKIMYeCKUil pe-
KMM WM JCIONb30BaHNME KOM-
OMHUPOBAHHBIX IpeNapaToB A
3aMeCTUTE/IbHOM TOPMOHAIbHON
tepanuu (3I'T). Cxempl mpume-
HeHMUs, NPUHATHIE [/I MeHOIay-
3a7IbHOJ TOPMOHA/NbHONM Tepalnu,
He JIOJDKHBI 9KCTPAIONNPOBATLCA
Ha KOHTMHTEHT OO/NBbHBIX CUHAPO-
MoM TepHepa. B HacTosAmee BpeMs
B BenukobpuraHum npopomKaer-
ca nccnegosanue BSPED, xotopoe
IIPV3BAHO OLIHUTH 9P (PEeKTUBHOCTD
Y IIPMEMJIEMOCTD Pa3/IM4YHbIX BUOB

3CTPOTEHOB ¥ CPAaBHUTD pa3Hble pe-
>xumbl npumenenus 3I'T [6, 9].
CBoll MeTOZi TOPMOHA/ILHOII Tepa-
nuy npu cuHppome Teprepa pas-
paboTaH B MHCTUTYTE SHJOKPIHO-
noruu Yxkpaussl [14]. OpuentTnpom
IJ1A Hayasa Tepaluy 3CTPOreHaMu
CIIY>)KUT CHIUYKEHNe TeMIIOB pocTa
IIpu KOCTHOM Bo3pacTte 11 jeT, 4To
I 60IbHBIX cuHpoMoM TepHepa
COOTBETCTBYET Bo3pacTy 14-16 er.
ITepBble 1Ba — 1Ba € TOTIOBMHOL rofja
Ipefi/laraeTcsi MOHOTepaluA 3CTpo-
reHaM! B MUHMMAJIbHBIX 103X, KO-
TOpble He B COCTOSIHNMM HEPEKPBITh
30HBI POCTA, a HAIIPOTUB, CTUMY-
TUPYIOT POCT TPYOUATHIX KOCTEIL.
Taxkoit moxxom, MO0 MHEHUIO aBTO-
POB, ITO3BOJIAET MAlMeHTKAM IIPU-
6aBisTh 10 4-5 cM B rop. [lepexon
Ha IMK/IMYeCKYI0 TOPMOHOTEPAINIO
npejgaraeTcsa Npyu 3aMelIeHUN
TeMIIOB pocTa 0 1 ¢M B Trof man
TIOJTHOM TIpeKpalleHNN pocTa.
[InnoTHOE MCCIemOBaHMe, IPOBe-
nernoe B 2009 r. N. Zuckerman-
Levin u coaBT., mokasamno addexk-
TUBHOCTD [00OAaB/IEHNST MAJIBIX [103
aHgporeHoB npu nposepeHun 3I'T
U B MOMEHT MHAYKUMM Iybeprara,
U B IoCHenymolieM mepuope [16].
Takoe KOMIIZIEKCHOe BOCIIOTTHEHME
OTCyTCTByIOLell PyHKUNMM ANYHU-
KOB IIO3BOJIAET IOTYYNTH TydIIne
pe3y/IbTaThl 110 IOKa3aTelrsAM II0-
JIOBOTO PasBUTUA, KauyecTBa XXU3HNI
U KOTHUTUBHBIX pyHKuuit. Camu
aBTOPBI IOIEPKUBAIOT HEOOXOA M-
MOCTbD Jja/IbHeIIero M3y4eHn s JaH-
HOTO BOIIpOCa.

CBoeBpeMeHHas aJeKBaTHaA rop-
MOHOTEpAIINs [03BOJISAET HOOUTHCS
dbopMupoBaHNA BTOPUYHBIX HOJIO-
BBIX IIPM3HAKOB, CKOPPEKTNPOBATh
poCT, 06ecrednTh IOMTHOIEHHYIO
(GYHKIIMIO MaTKy Nepef MIaHUpPY-
eMol1 6epeMeHHOCTbIO, IIpeAyIIpe-
OUTH IPOTrpeccupoBaHUE OCTEO-
1I0po3a M HapyLIeHUIl TUNINHOTO
ob6MeHa, yIy4YlINTh KOTHUTMBHBIE
(GYHKIUY, ICHXOCOLMAIPHYIO afiall-
TaI IO

Peanuzauusa

penpoayKTMBHOI GYHKLMK

Y manmeHTOK ¢ Mo3an4HOI dop-
moit curgpoma TepHepa BO3MOXKHO
HaCTyT/IeHNe CIIOHTaHHON 6epe-
MEHHOCTMH, IIpU KOTOpOI‘/'I pexKOoMeEH-

LyeTcsi MeJMKO-TeHeTUIeCcKoe
KOHCY/IbTUPOBaHMe U IPOBeHeHMe
MHBA3VBHOTO [IPEHATATIBHOTO CKPH-
HUHTA.

B ocTanpHBIX CIydasX >KEHIMHBI
¢ curgpoMoM TepHepa 6ecIIOHbI
[2, 3], ¥ TONBKO BCIIOMOTATEIbHbIE
PenpORYKTUBHBIE TEXHOTIOTUY C VUC-
II0/Ib30BaHMEM OHOPCKOIl Alille-
KJIETKM MO3BOJISIOT JOOUTHCS Oepe-
MEHHOCTHU. B TO ke BpeMs cnefyer
TIATe/IbHO OLEHUTDb PEIIPORYKTHUB-
Hble MCXO[bl IIONYYeHHBIX Oepe-
MeHHOCTelt. CrieflyeT IOMHUTD, 4TO
PUCK CMEPTU OT PACCIOEHMS MU
paspbiBa aopThl B TedeHUe Oepe-
MEHHOCTM MOXKET rocTurarb 2% [17].
ITOT pUCK COXPAHSETCs U IOCTIE PO-
JIOB B CBS3U C MU3MEHEHMSIMI a0PTHI,
BO3HUKIIVMM TIPU GEPEMEHHOCTI.
Cunppom TepHepa mpusHaH OT-
HOCHUTEIbHBIM IPOTUBOMOKa3a-
HUeM K 0epeMeHHOCTH, a B CIydae
IOPOKOB CEPAEIHO-COCYAUCTON
CUCTEMBI — aGCONMIOTHBIM MTPOTUBO-
IoKa3aHyueM. JTO ClefyeT YIUTHI-
BaTh NP BK/IIOYEHUN HAl[MEeHTKU
¢ cuagpomomM TepHepa B mporpam-
My BCIIOMOTATeTbHBIX PEIPOAYyK-
TUBHBIX TEXHOIOTUIL.

Mporxo3

B menom nmporHos pjis )KU3HU olie-
HMBAETCA KaK YLOBJIETBOPUTENIb-
HBIVI IPY OTCYTCTBUM I'PyOBIX HOPO-
KOB CepJIeYHO-COCY/IUCTON CUCTEMbI
[6, 9]. PocT marjneHTOK ¢ CMHPOMOM
TepHepa make mocie MpoBeeHHOI
Tepamuy rOPMOHOM POCTa OOBIYHO
MeHbllle, YeM CPeJHNII B IOMmyIs-
yuu. [TpogomKuTeNnbHOCTD XU3HI
y 6ombHBIX cHApPOMOM TepHepa He-
CKOJIBKO MEHBIIIe, YeM B IIOITY/IALINIA,
HO IIPM TI[ATeTbHOI KOPPEKI[MN Ta-
KIX IpoOreM, KaK OXMpeHye U Ii-
HepTEeH3MA, MPOJOIKUTENIbHOCTD
JKUSHY MOXKeT OBbITh yBe/INYeHa.

Knunnyeckuint npumep

PaccMoTpuM HeTUNMYHYIO CHUTY-
aluo, KoTopas pacmupseT Ha-
M B3ITLAABL Ha cuHApoM TepHepa
U CTaBUT IIepefi HaMM MHOXEeCTBO
BOIIPOCOB.

IManuentxka N 33 jeT mmaHupyer
6epemeHHOCTb. OOBEKTUBHO: TIpa-
BUJIbHOE TEeIO0CI0XeHNe, MUHU-
aTopHasd, poct 145 cM, Bec 37 KI.
BropuuHble 1O/IOBBIE NPU3HAKY
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pasButhl xopoio: P;Ax,Ma; (Bo-
JIOCBI Ha BCEM TPeyTOIbHUKE /106-
Ka JJIMHHbIE, BbIOIIMeECs, TYCThIE,
BOJIOCHI Ha IIeHTPaJTbHOM y4acTKe
MO/IMBIIIIEYHO BIIA[JMHBI PefiKIe,
TEJI0 MOJIOYHOI KeJle3bl IpYHMMa-
eT OKpyTInyo GpopMy, COCKM NpuU-
MOJHMMAIOTCS HaJl OKOTIOCOCKOBBIM
KPY>KKOM), MEHCTpPyanun ¢ 13 rieT.
[TanyeHTKa poAM/Iach OT TPETHUX
poxnos ¢ Becom 2500,0 r. C poxpe-
HIA OTMEYaJIoCh OTCTaBaHMe B pOC-
Te U Bece OT CB€PCTHUKOB. PocT Ma-
tepu 157 cMm, ota - 160 cm. Ipyrue
TeTI B CeMbe: TlepBas CecTpa nuMeeT
poct 160 cM, 3amy>XeM, Tpoe 3J0-
POBBIX JleTeli; BTOpas CecTpa, pocT
160 cM, 3aMyXeM, OfMH pebeHOK;
Opar, He >keHaT, pocT 179 cm.

B neBsATMIETHEM BO3pacTe IaIlVieH-
TKa 06C/IefloBaHa B CBA3M C MaJIbIM
POCTOM, IATONIOTUM HE BbIABIIEHO.
ITpuMeHeHMe FOPMOHA POCTA He pac-
cMaTpuBanock. B 11 et mpu ManoM
pOCTe KOCTHBIN BO3PAacT COOTBET-
cTBOBa/l macrnoprtHoMy. Ilonmosoe
pa3BMUTME HayanoCh CIOHTAaHHO
B Te€ K€ CPOKH, 4TO U Y CBEPCTHUI]
C HOpMaJIbHBIM pOCTOM. MeHapxe
B 13 j1eT, MEHCTpyaL M I10 CEMb JHE
0OM/IbHbIE, VMK He PeryysapHBIIL.
ITonoBas >xnsHb ¢ 22 net. B reuenne
IIECTM JIET C KOHTPALIENITUBHOII 1ie-
JIBI0 HeperyIsApHO (C IepepbIBaMMu)
UICIIO/Ib30Bata KOMOVHIPOBaHHbIE
Opa/nbHble KOHTPALETITVBBI.

V3 061mux 3a60/1eBaHNIT B aHAMHE3€E
OPBI.

ITpu npoBemeHUN 006CIE[OBAHNA
BBIAABJIEHO Y BOEHNE JIEBOI TIOYKIL.
I'mHekonmorndeckne 3aboneBaHUsA:
9KTONNSA 3HAOLEPBMUKCA LIENKU
MaTKu. B 24 ropma B cBA3K ¢ 00MIIb-
HBIM MAaTOYHBIM KPOBOTEYEeHIU-
eM OblyIa JOCTaBlIeHa B OT/ie/IeHNe
3KCTPEHHOJ TUHEKONOTUM, TIJie
C IebI0 TeMocTasa ObIIO MpoBe-
TeHO pasjielbHOEe AMArHOCTMYeC-
KOoe BBICKab/IMBaHUeE IlepBYUKalb-
HOrO KaHa/la U IONOCTY MAaTKMU.
I'mcTonornyeckoe sakoueHme: Jxe-
JIe3MCTO-KMCTO3HAS TUIEePIIIA3Ns
sngoMerpus. OuUOPO3HBIN IONMUI
SHOMeTpUA. DHIOMETPUT.

B Tom xe Bospacte (24 roga) mpo-
BeJleHO TOPMOHa/IbHOE 00CIeso-
BaHue: ®CI 5,1 ME/n, notennu-
supyomnit ropmon 4,3 ME/n,
nponakTul 199,0 ME/n, TectocTe-

pon 0,43 Hr/mn. OyHKIMA MIUTO-
BUJHOIA JKeJIe3bl B IIpefie/laX HOPMBI.
Opnako no gaHHbBIM Y3U pasme-
PBI IIMTOBU/HOI >Ke/le3bl MeHblIIe
CTaHTAPTHBIX: 00'beM TPABOI [OIN
4,29 cM’, neBoit — 3,33 cM’.
Crnepmorpamma My>xa 6e3 marorno-
run. B nocnegyroieM olleHeHa Mpo-
XOAMMOCTb MAaTOYHBIX TPY6 — mpo-
XOJ[MIMBI.

B Bospacrte 27 €T B CBA3YU € Ma/IbIM
POCTOM BII€pBbI€ TPOBE/IEHO Kapyo-
TUNKPOBaHue, pes3ynprar 45,X.
Bckope mpoBefieHO TOBTOPHOE JIC-
CrlefoBaHNe KapUOTHIIA, Pe3y/IbTaT
45,X/46,XXdelX[p 11,2] B cooTHO-
meHnu 90/10%. 3axnroueHue re-
HeTUKa: cuHApoMm TepHepa.
PexoMeHI0BaHO 3KCTPaKOPIIOPAIb-
HOe OIJIONOTBOpPeHME C JOHOPCKOI
ANIEKTIeTKON.

B Bospacre 28 et nosnydana MUKpo-
HIU3MPOBaHHBII TporectepoH 200 Mr
BO BTOPOII (hase IVIK/Ia Ha IPOTsIKe-
HUY LIeCTU MeCAILEeB, ObII IPOBeeH
OIVIH LMK/ CTUMYIALUYN OBY/ILALN
kaoMudeHa nurpaToM mo 50 Mmr
C IIATOTO TIO JIeBATHIN JieHb LMKIIA.
Ha done crumynauuu oBynAnuu
3aperucTpUpOBaHbl JOMIHAHTHbIE
(npeoBynsaTOpHbBIE) (ONNTUKYIBI
nuamerpoM 1,4 n 2,0 cM, oBynALMN
He IIPOM3OIIIO.

B Bospacre 30 neT B cpoK oxxupae-
MOJI MEHCTPYal iy HayaoCh MaTO4-
Hoe KpoBoTedeHMe. JKeHIuHa 6bI-
71a TOCHIMTa/IN3MPOBAaHA Ha BOCbMbIe
CYTKM OT Ha4ajia KpOBOTEUEeH, Te-
morno6ws 93 r/n, npu Y3 Tonmmuna
sHpomeTpuA 1,2 cm. C 1enpio remMo-
CTa3a NPOM3BEMIEHO JMArHOCTUYeC-
KOe BbICKaO/IMBaHMe MONTOCTU Mart-
ku. ['mcronornveckoe saKkmodeHme:
npocTas TUNMYHASA TUIEPIIa3ns
sHOoOMeTpus. B HacTosmee BpeMs
6onbHAs IONy4YaeT TePaluio Mpo-
recTareHaMm.

JaHHBII KIMHWYECKUN TIpUMep
II0Ka3aTeJIeH TeM, YTO M3 MHOr000-
pasusA KIMHUYECKUX NPOABIEHUI
cunppoma TepHepa y manmenTkun N
HET CTUTM [JUCOMOPIOTeHe3a, IMeeT
MeCTO TOTTbKO HU3KUII POCT U M3Me-
HEeHHBIII KapuoTuil. B coorsercTBun
C IAaHHBIMM KapMOTUIA JOJIXKHDI
ObITM OBITH PE3KO BBIPAXKEHHDIE
nposABAeHMA CUHApoMa TepHepa,
OJJHAKO 3TO He COOTBETCTBOBAJIO
KJIMHUKe.

AKyLLEPCTBO 11 TUHEKONONA. CﬂeuBblﬂyCK <<AKTyaﬂbe\e BONPOCHI IHAOKPUHHON THEKONOru»
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QonnukynoreHes B ANYHMKAX
He OBUI HapyIlIeH, TOCKONbKY VMeTT
MeCTO CBOEBpEeMeHHbIII mybeprar,
CaMOCTOATeIbHAsA MEHCTpYya/lbHaA
¢byukums, xots u 6e3 OBy/ALUH,
YPOBHU T'OHaIOTPOIIHBIX TOPMOHOB
B IpefieaXx pedepeHTHBIX 3Haue-
Huit. CoorserctBeHHo B 3I'T ma-
IVIeHTKa He Hy>XAanach. [Ipu sToM
B OTCYTCTBUE OBY/IALUY IOBTOPHO
pasBuUBanach TUIEPIIA3UA SHJO-
MeTpuA. PaccMoTpeHHbIN IpuMep,
UCK/IIOYUTENIbHBIN, HO, BEPOATHO,
He eQMHUYHBIN, HapylaeT CJo-
JKUBIIeecsAd IOHMMaHUe peHOMeHa
cungpoma TepHepa, MO3BOMAA 1IN~
POKO MHTEpPIpeTHpPOBATh KIVHU-
yeckue npospinenud. Ilo Hamemy
MHEHHIO, B JAHHOM CJIyd4ae He ObII
IOTEepAH TeHeTUYeCKNII MaTepuarl,
OTBEYAIOLINIT 3a TI0I0OBOE Pa3BUTHE
U MeHCTpyanbHylo ¢yHKIuio. Kak
e clefyeT TPaKTOBaTb pe3yilb-
TaT Kapuotnma?! MoXXHO Tpeprno-
JIOXNUTb, YTO OINpefeeHHas 30Ha
BTOPOJ X-XpOMOCOMBI MOIJIa B3ATh
Ha ce0s yTpaueHHYIO TeHETUIECKYIO
(GYHKIVIO MM IpK IIOTEpe BTOPOIL
X-XpoMOCOMBI BaKHasl 4acTb TeHe-
TUYECKOr0 Marepyuana MOIla ObITb
IepeHeceHa Ha JIpyTyie XpOMOCOMBI
[18]. ITono6HBIE paccy>KaeHMsI, 0CO-
0eHHO MCXOJAIlNe OT TMHEKOJIOTOB,
a He TeHEeTUKOB, MOTYT BBI3BAThb
IIKBAJI BO3paKeHuil. B Hepanekom
IpPOIIOM Ha MCCIe0BaHNe Kapyo-
TUIIA HAIpaB/IAMNCh HAlMEHTKH,
OTBevale KINHNIECKNM Tpebo-
BaHIAM cHHpoMa TepHepa: HM3KuU
POCT, 3ajiepKKa II0JI0BOTO Pa3BUTHA,
aMeHopes, IPaKTU4YeCKU He pasin-
yuMble 0 Y3V MaTka M AMYHUKA
LY XKEHCKOM CTPOEHVM Hapy>KHBIX
IIOJIOBBIX OPTAaHOB ¥, HAKOHEIl, 3Ha-
YJIMO BBICOKMEe TIOKa3aTe/y TOHAJ0-
TPOITHBIX TOPMOHOB [3], a pesynbrar
KapUOTUIIMPOBAHNA MOATBEPKAAT
VUIM VICKTIOYaJT OKOHYATe/IbHBII Ia-
THO3. B HacTosIee BpeMs KapuoTumn
uccnenyior 6onee MMUPOKO, U KINU-
HULJCTBl BBIHYXJEHBl MCXOLUTD
0T 00paTHOTrO, BBICTAB/ISIS AMATHO3
«cuaapom TepHepa» 6e3 KIMHMN-
YeCKMX IPOSB/IEHNIT, TONMbKO Ha OC-
HoBaHMM Kapuorumna. K 6ompuromy
COXKAJICHNIO, B COBPEMEHHBIX YCTIO-
BIAX HET BO3MOXKHOCTH IIPOBECTU
IIPUILIE/IbHBIN TTOVICK YKEHCKOTO TeHe-
TUYECKOT0 MaTepuasa GryopecleHT-
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HOVI rubpupysanyeii in situ, Kak 3To
JOCTYIHO A/l Y-XPOMOCOMBI.

3aKknioyeHue

HecMoTps Ha I/INTEIbHYIO U yCIIel-
HYIO MICTOPUIO U3Y4YeHMs HPOOIeMbl
TUIINYHON (HOPMBI AVMCTEHE3NN TO-
HaJl, BOSHUKAIOT HOBbIe IPOOJIEMBI,
Tpebylomue peurenns. Ha cerop-
HAIIHWI TeHb HeoOXomuMo 06CyxK-
[laThb CPOKM MHAYKUMHU B myOeprar,
afleKBaTHbIe JO3BI 3CTPOrE€HOB, BBI-

JO/ITOBPEMEHHOIT TepaInil, a TAKXXe

0COOEHHOCTH TIPUMEHEeHNs Iporec-

TAareHoB Y MALMEHTOK C HU3KOI Mac-

coit Tena (BUA recTareHa, JO3MpPOBKa,

PEeXUM IIpyeMa 1 T.11.).

B cBsi3u ¢ IpMBEEHHBIM K/IMHMYEC-

KUM IPUMEPOM HeOOXOAMMO HpH-

HSTb BO BHJIMaHMe C/IEAyIOLIee:

= BHeCeHMe yTOYHeHm1 B (opmy-
JIMPOBKY [AMAarHo3a B CIyYasx,
HOJOOHBIX PACCMOTPEHHOMY, IIO-
CKO/IBKY COdYeTaHye TaKUX [ya-

MaTOYHble KPOBOT€YEHM, IUIIep-
I1asus  SHAOMETPUA, CUHPOM
TepHepa, cofepXUT BHyTpeHHee
nporusopedne. Cunppom Tephe-
pa — OflHa M3 OCHOBHBIX IIPUYMH
IIEpBUYHON aMEHOPe;

TIOKa3aHs /151 OMOIICUY 1 Kapho-
TUNMPOBAHMA KIETOK JPYIMX TKa-
Hell, B TOM 4MCJie AMYHUKOB, KaK
OCHOBaHME [yI peKOMeHAALNN
9KCTPAaKOPIIOPA/JIbHOIO  OIIOHO-
TBOPEHMA U VCIIO/Ib30BAHUA [I0-

60p OITMMAaIbHBIX IIPEIAPATOB /IS
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Topical issues related to pathogenesis, epidemiology, clinical manifestations of Turner syndrome — a chromosomal
pathology caused by partial or full monosomy are discussed. An algorithm for diagnosis verification is

presented. A choice of treatment selected at stages of growth and development of women with Turner syndrome

is characterized, with special attention being paid to hormone therapy with sex steroids. Atypical clinical case

describing Turner syndrome has been analyzed.
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