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BeepeHue

Cunppom Llepewesckoro - TepHepa gBnsetcs ofHUMM M3 Hambonee 4acTo
BCTPEYAKLLMXCS B MNeAMaTpUyeckor MpakTUKe XPOMOCOMHbIX 3aboneBaHui.
PacnpoctpaHeHHoCTb gaHHOro cuHapoma coctasnsgetr 1 cnyyan Ha 2000 - 2500
(heHOTUNUYECKMX HOBOPOXAEHHbIX AEBOYEK.

Bnepebie cuHpgpom 6bin onucad H.A. Lepewesckum (1925) n X. TepHepom
(1938). X. TepHep Bbienun Tpuagy TUMUYHBIX AN 3aboneBaHUs MPU3HAKOB:
BbIpaXX€HHOE HapylleHue QYHKLUUKM FroHa, HU3KOPOCOCTb, LUIMPOKas NatepanbHas
CKnagka Ha wee (wewHbln ntepurnyMm). lNepBoe uccnefoBaHuWe KapuoTtuna vy
naumeHTok ¢ CLUT nposeneHo B 1959 ropy Y. ®opaoMm, KOTOpbIN YCTaHOBU, YTO B
OCHOBe 3ab0neBaHus NeXUT MOHOCOMMS Mo X-XxpomocoMme (45,X kapuotun).

CWT npencraBnget cobor CMMNTOMOKOMMEKC, BK/KOYAKOWMIA psg NMOPOKOB
Pa3BUTUS M HapYyLEeHWA CO CTOPOHblI BHYTPEHHUX OPraHoB, OOYCNOBMEHHbIX
X-XpOMOCOMHBIMWU aHOMANTUSIMM.

CBOEBpeMeHHasi paHHsS [AMArHOCTMKA M COBPEMEHHAas TaKTUKa JieYeHus
3aboneBaHns MO3BONSIET  3HAUYMTENIBHO  YNYYWWTb POCTOBOM  MPOrHO3 C
LOCTWXKEHMEM COLUMANbHO MpUEMIEMOro pocta, obecneunts (GOpPMUpPOBaHME
BTOPWMYHBIX MOMOBbIX MPU3HAKOB, MOBLICUTb KAYeCTBO JXM3HWU W TMOMHOCTbIO
couManbHO aganTMpoBaTb naumeHToB ¢ CLUT.

OnpepneneHue

Cunppom Llepewesckoro — TepHepa SBASIETCS XPOMOCOMHbIM 3aboneBaHMEM,
ANArHoCTMpyeMbIM y GeHOTUMUYECKMX XKEHLMH C OGHOM MHTAKTHOM X-XPOMOCOMOW
¥ MOJIHBIM UM YaCTUUYHBIM OTCYTCTBMEM BTOPOM MOJIOBOM XPOMOCOMbI B COYETAHUM
C OOHUM UMW HECKONBbKMMU KIIMHUYECKUMU NPOSIBNEHUSAMM.

KnuHnuyeckas puarHoctvka CLUT ocHoBaHa Ha YCTAHOBNEHWM BO BpeEMS
ocMoTpa pebeHKa C 3a4epXXKOM pocTa MM MOMOBOr0 pPa3BUTUS (EHOTUNMUYECKUX
NPU3HaKoB (MMMdoLEeMa, KpbIMOBUAHbIE CKNAAKM LUIEW, HWU3KMUIA POCT BONOC,
NTO3, 3MMKAHT, MUKPOrHATMS, BbICOKOE roTMyYeckoe Hebo, pOTMPOBAHHbIE YLIHbIE
PaKOBWHbI, MHOXXECTBEHHbIE MUIMEHTHbIE HEBYCbI) M XapakKTepPHbIX PaCLUMPEHHbIX
NPOsIBNEHWUI (PaHHSS CEHCOHEBpanbHas TYroyXoCTb, BPOXAEHHbIE IEBOCTOPOHHME
cepfeyHble  aHoManuu  (0COBEHHO  KOapKTauusi  aopTbl, [ABYCTBOpYAThHINA
aopTanbHbIA KNanaH W aopTaNibHbl CTEHO3, aHOManWW MWUTPANbHOrO KnanaHa
M CUHAPOM TUMOMNMA3MU NEeBbIX OTAENOB CepAuad), CKeneTHble, NanbLeBbie U
noYyeyHble aHOManuu, 0COBEHHOCTU Pa3BUTUS HEPBHOW CUCTEMbI, aQyTOUMMYHHbIE
3aboneBaHus, TakMe Kak runoTMpeos 1 Lenmnakus).



[eHOTUN — deHOoTUNNYECKUN aHanns3

Bcem peBoYkaM C TUMUYHBIMKM CTUIMaMKU AM33MOpPUOreHe3a peKOMEeHA0BaHO
kapuotunupoBaHue. C 3TOW Lenblo MCCNeayoTcs nepudepuyeckme nMMEoLUTLI.
Bo m3bexaHue AMArHOCTMYEeCKOM OLMOKM MpuM MO3auM4yHOM (GOpMe MOHOCOMMM
HeobXxoAMMO [O0CTaTOYHOE KONMMYECTBO MCCNeayeMbiX KNeToK. Mpu BblpaKeHHbIX
KMHUYECKUX TMNPOSIBNEHUSX WU OTCYTCTBMM U3MEHEHWI MpU  WUCCef0BaHUM
XPOMOCOMHOro  Habopa B  nuMdouMTax  PeKOMeHAyeTcs  MOBTOPUTb
KapuoTMNMPOBaHWe, WMCNONb3ys Apyrue TKaHu (Hanpumep, Gubpobnactel wau
BYKKanbHbIN 3MUTENUIA).

3apeructpupoBaHo 6onee 30 BapuaHTOB kKapuotuna npu CLUT (tabn.l).
45,X-MoHOCOMMS (NOMHOE OTCYTCTBME BO BCEX KNETKaX OAHOM M3 X-XpOMOCOM)
BcTpeyaetcst B 40-50% cnyyaeB 3aboneBaHus. C MOHOCOMMEN X CBSI3aHO OKOJ/O
10% cnoHTaHHbIX abopToB, TONbKO 1% 3MB6PUOHOB C KapuoTMnom 45X gocturaet
cTagmu nnopa. lNpeanonaraercs, YTo BCe AETU, POXKAEHHbIE C KapuMoTunom 45X,
MMEIOT HEKOTOPYHK CTeMeHb «CKPbITOr0 MO3auLM3Ma» C HOPMAJIbHOW KNETOYHOM
NMHUENn. Ho 3Ta runoTe3a Ha CEerogHsWHUIA OEeHb HE AOKa3aHa.

Tabnuyal
Yacmoma ecmpeuaemocmu munu4yHbIX XPOMOCOMHbIX U3MeHeHUli y nayueHmos
cCcurt

Kapuotun Yacrora (%)
M.B. Ranke, 1989 |C.H. Gravholt, 2016
45,X 60,9 40-50
45,X/46 XX 13,3 15-25
45,X/46 Xi (Xq) 6,3
45,X/46 Xr (X) 4,6
CnoXHbIM MO3anLM3M U apyrue pegkue 6,5 3

HapyweHus (46,Xr (X), 45,X/47,XXX,
45 X/46,XX/AT, XXX, 45,X/46,XXp-)

45 X/46,XY 10-12
46,Xi (Xq) 5,9
46,XXp- 0,9
46,XXq- 0,8
46,XX, del(p22.3); 46,X,r(X)/46,XX 10
46,X i(Xq); 46,X,idic(Xp)

X-ayToc0Maanaﬂ TpaHCNOoKauus, penko
Hec6anchmpOBaHHaﬂ




[lns pa3nuyHbIX BApUMaHTOB MO3auLM3Ma XapaKTepPHO HanuuMe OAHOBPEMEHHO
KNETOYHBIX JIMHUI C KapuoTUnoM 45X 1 KapuoTUNOM C ABYMS U Honee NosoBbIMU
xpoMocoMaMu. CTpyKTypHble aHOManuu X-XpOMOCOMbI (Aeneuuun, M30XpoOMOCOMbI
M KONbLLEBbIE XPOMOCOMBI) BbiSiBNIsAOTCS B 30% cnyyaes.

C pa3BuTHEM HOBbIX MONEKYNSPHbIX METOAO0B AMArHOCTUKM BO3pacTaeT YacToTa
BbISIBIEHUSI TEHETMYECKOro Martepuana Y-XpOMOCOMbI, MPUCYTCTBME KOTOPOro
KIMHUYECKM MPOSBASETCS BUPWUAM3ALMEN, CMELAHHOM [uCreHe3nen roHag,.
MNMonumepasHaa uenHas peakums (MLP) B peanbHOM BpeMeHU C HECKONIbKUMMU
Y-cneumMduyHbiMM  30HAAMKM  Bonee  UyBCTBUTENbHA, 4eM  (dnyopecueHTHas
rmbpupmsaums in  situ  (FISH). E€ wcnonb3oBaHve no3BONSIET YCTAaHOBWTH
Y-mo3anumsm 6bonee uvem B 12% cnyyaes CLUT. Hanuume reHeTmueckoro
mMatepuana Y-xpomocoMbl y naumeHTok ¢ CLUT cBsi3aHO C BbICOKOM 4acTOTOM
HeonnacTMyeckor TpaHChopMaLMM MNONOBbIX xene3 (roHagobnactombl). [lo
pe3ynbTataM MNOCAeAHUX 3KCMEPTHbIX OLLEHOK PUCK pa3BWUTUS FOHaZo6/1acTomsl
npu CLUT c nocnenoBatenbHOCTSIMU Y-XpOMOCOMbI cocTaBnsieT 7-10%.

Yactota roHapobnactombl cpeam Bcex naumeHtoB ¢ CLUT, B ToM uucne
6e3 nocnepoBaTenbHOCTEN Y-XPOMOCOMbI, HM3Kas (npumepHo 1%). [lostomy
MONEKYNSPHbIA CKPUHWHE AN BbISIBNEHUS NOCNenoBaTeNbHOCTEN Y-XpOMOCOMBI
B HacToslllee BpeMs peKkoMeHAyeTcs Tonbko naumeHtam c¢ CLUT ¢ Myxckum
deHoTMNOM (BMpUAM3ALMEN), Y KOTOPbIX 3aperMcTpupoBaH OTPULATENbHbIN
Y-matepuan npu 06bIYHOM LMTOreHeTUYeCKoOM aHanm3e u aHanuse FISH.

B  Hactosilee BpeMsi  aKTMBHO  M3y4yaeTcs  CBS3b  OMpefenéHHbIX
nocnefoBaTeNbHOCTENW Y-XPOMOCOMbI C  PUCKaMM  pa3BUTUS TOHaZ06/macToMbl
npu CLUT, obcyxpatoTcs reHbl-kaHAMAATbl, aCCOLMUPOBAHHbIE C Pa3BUTUEM
repMmMHoOreHHbix onyxonein - SRY, TSPY, DYZ3 n OCT4.

lfeH SRY (obnactb Y-xpoMOCOMBI, OTBETCTBEHHAs 3a OMpefeneHue Mona, aHr.
sex-determining region on the Y) pacnonoxeH Ha KOPOTKOM naeye Y-XpOMOCOMbI
(Yp11.3) n nHMuMMpyeT npouecc aeTepMUHaLumn 1 AMddOepeHLUPOBKU MYXKCKOTO
nona.

DYZ3- reH pacnonoxeH B nepuLeHTpoMepHoi 06nactu Ha Ypl2 u urpaet ponb
B OnpeneneHuun nona u ctabuabHOCTU XPOMOCOM.

GBY (nokyc roHagobnactoMbl Ha Y-XpoMocoMme) npenctaBnsieT coboi re,
NPeAnonOXUTENbHO CBSI3aHHbIW C BOSHUKHOBEHUEM OMyX0NeN, MPOUCXOASLLMX U3
[LMCreHe3npOBaHHbIX roHag. [eH pacnonoxeH B HebOnblWOW 06/1acTU KOPOTKOro
nneya Y-XpoMocCOMbl, 6iM3koli K LeHTpomepe. TSPY (cneunduuHbil ong suuek
Y-KOAMPOBaHHbIM 6enok) aBngeTcs reHoM-KaHauaaTtoM ang nokyca GBY, kotopbin,
BO3MOXHO, CBI3aH C pa3BUTMEM rOHaL061aCTOMBI.

[pyrum reHoMm, CBA3aHHbIM C roHazobnactomon, ssnserca OCT4 (dakTop
TPaHCKpUNUMKM, CBA3bIBatOWMiA okTamep 4), ussectHblt kak OCT3 unu POUSFI.
JTOT reH sBNSETCS OMYyXONEeBbIM MAapKEPOM 3apOAbIlIeBbIX KETOK, TakuxX Kak
roHagobnacrtoma, AMCcrepMMHOMa, CEMMHOMA U Jp.

MNpwu coyeTtaHmun kapuotmna 45,X/46,XY (unun ppyrux BapuaHTOB KapuoTuna) C



MYXCKMM eHoTunom auarHos CLUT HenpaBomoueH.

Y 5% naumentoB ¢ CLUT oTmeyaloTcs CTPYKTypHble aHOManuu Y-XpOMOCOMbI
(M30XpOMOCOMBI MO ANUHHOMY MJIeYy U OAULEHTPUYECKME XPOMOCOM) U MO3aUYHbIN
KapuoTun, BK/IOYAKOWMIA KIETOUHYKO NIMHUIO C HanuMuuMeM Y-XpOMOCOMblI WK ee
dparmeHTOB.

Kapvotun He Bcerga koppenupyeT ¢ @eHotTunoMm naumeHtoB. OpHako,
MOXHO BbleNUTb paf ocobeHHocTer deHotuna naumeHTtok CLUT ¢ pasnuyHbiMu
KapuoTMnaMu B CPAaBHEHUU C KapuoTunom 45 X:

Mo3anumsMm 45,X/46,XX cBsizaH c 6bonee «nerkum» (HEHOTUMOM, BK/IOHAOLLMM
MeHee pacnpoCTpaHEHHble W TSKeNble BPOXAEHHble MOPOKM Ccepaua MU
nMMdaTUyeckne HapyLlleHus;

naumeHTkn ¢ kapuotunom 45X/46,XX n ppyrumu dopmMamMu Mo3auuu3Ma
yalle MMeKT CMOHTaHHYK GepeMeHHOCTb. XapaKTepHbl BbIKMABIWM Ha PaHHUX
Cpokax bepeMeHHOCTH;

naumeHTkn ¢ 45,X/46,XX M03auMLM3MOM, AMArHOCTUPOBAHHbBIM MOCTHATANbHO,
UMelT 6onee BbIPAXEHHblE KJIMHUYECKME TNPOSIBNEHUS, UYEM BbISIBIEHHbIE
npeHaTanbHO (CNy4YalHoe KapuoTUMMPOBaHWE MO APYrMM MOKA3aHUSAM, HanpuMmep,
Y BO3PaCTHbIX NEPBOPOASLLUX);

NauMeHTKM C Mo3anumaMoM 45 X/47, XXX umeet bonee «Msirkuii» heHoTun;

Hanuume  Y-XpOMOCOMbI,  OMpefeneHHOM C  MOMOLWbB0  CTaHAAPTHOrO
KapuoTunupoBaHus unun FISH, cBS3aHO C MOBbILWEHHBIM PUCKOM FOHAA06/1acTOMbI;

KonbLleBasi X-XpOMOCOMa WHOrA4Aa acCouMMpYeTCs C PasnUYHOM  CTEMeHbHo
YMCTBEHHOM OTCTAIOCTU, HO YMCTBEHHasi OTCTaNOCTb He BCerga Koppenupyet
C HanMyMeM KonbLEeBOM X-XPOMOCOMbl unn c otcytctBueM XIST (X-HeaKTUBHbIM
cneumduyeckuin TpaHCKpUnT).

CoBpeMeHHble MCCNefoBaHUS MOKasanu, YTO TeHbl, PAaCMONIOXEHHble Ha
nokycax p11.1-11.3 b q1.2-2.1 X xpomocomsl, obecrneunBaoT JuddepeHLnpoBKY
M HopManbHoe (OPMMpOBaHUE AMYHMKOB Yy LeBoyeK. CTPYKTypHble HapyLlleHus
3TOM 06nacTv NpuBOASAT K [BYCTOPOHHEM AMUCreHe3WM TOoHaL C MOCNeayHLmM
pPa3BUTUEM BbIPAXXEHHOIO MOMOBOr0 MHMAHTUAM3MA.

Huskopocnocte npu CLWT cBg3aHa c peneumein SHOX reHa (short stature
homeobox gene), nokann3oBaHHOrO B MNCEBA0AYTOCOMHOM 061aCTU KOPOTKOro
nneya X xpomocombl (Xp22.2 u Xp22.3). SHOX reH KogMpyeT cCrneumanbHbli
6enok, BbICTYNAKLWMIA KaK perynsarop TPaHCKpunumu. [annoHesoCTaTOuHOCTb UK
nonHas noteps @yHkumn SHOX-reHa onpenensitoT HETUMWYHYK NpoandepaLuio
n audbdepeHLMpOBKY XOHAPOLMTOB, YTO BbI3bIBAET 3aMef/ieHMe pocTa TpybyaTbix
kocten. CHmxeHne 3kcnpeccun SHOX reHa MOXET CAyXWTb OLHOM M3 MPUYMH
MHOTOUYMUCIIEHHBIX CKENETHbIX aHOManwWi Mpu LaHHOM cuHApoMe (oedopMaLuu
MapenyHra, MMUKPOTrHaTWM, YKOPOYEHMUS MeTaKapnafbHbIX KOCTEW, BanblryCHOM
LedopMaLmu, BbICOKOTO Heba).



Knununyeckune npossneHus CLUT

LWnpoknin  knuHMYeckmuh  cnektp nposieneHmii CLUT  Bapbupyetca  oT
Knaccuyeckoro @GeHoTMna Co  TUMUYHBIMKM - CTUTMaMu  gucaMbpuoreHesa Ao
deHoTMNa 6e3 SBHbIX WAM MWHUMANbHbIX HabAOAAEMbIX MPU3HAKOB. ITO
o0ycnaBnMBaeT pasHblil BO3paCcT AMArHOCTMKM CMHOPOMA C MWKaMu B nepuone
BHYTPUYTPOOHOro pasBuTUS, MNafeHyecTBa, npeanybeptrata (8-12 net) wu
nybepraTa, y MONOAbIX B3POCbIX.

OCHOBHbIMM AMArHOCTUYECKUMU KPUTEPUSIMU CUHAPOMA SIBASIOTCS:

HM3KOPOCNIOCTb,

LMCreHe3ns roHas,

Hanuuue cTUrM amucmopdoreHesa.

®eHotunuueckne nposisnenns CLUT y peTeit pa3HooOpasHbl, OTMEYaKTCs
pasnnyHble 4YacToTa M CTeNeHb BbIPAKEHHOCTU KAMHUYECKMX MPU3HAKOB
3aboneBaHus (1abn.2).

Tabnuuya 2
Yacmoma ecmpeyaeMocmu eHewHUX MOP@OI02UYeCKUX NPUSHAKO8 U
nopokKoe paszeumus eHympeHHuUx opaaHoe npu CLUT

lapameTtp/cucrema/opraH Yacrota KnuHuyeckuin npusHak YacroTa
Pocm 80-100% SuuHuku 80-100%
Huskopocnocte npu [ucreHesns roHas
pOXAEeHUU
Huskopocnoctb nocne
poXaeHUs
Llies 60-79% IpyoHas knemka 60-79%
Kopotkas, wupokas boukoobpasHas popma unm
Hu3kuii pocT Bonoc BopoHkoobpa3zHasa dopma
KpblnoBuaHblie cknagku [MnepTenopusM COCKoB
Mouesbigodsuas cucmema 60-79% Koxa 60-79%
TazoBasi 3KTOMMS MOYKU JNiumdatnueckmi otek

KMCTen u cTon
OLHOCTOPOHHAS peHanbHas [MrMeHTHble HEeBYChI
annasus
MonkoBoOGpasHas noyka [MnepTpuxo3s
AHOManus NoYeyHbIX COCyaoB, Owvcnnasus HorTen
MOYETOYHMKOB




Pomoeas nonocme 60-79% N3meHeHune
LepMaTornuduKm

[oTMyeckoe Hebo Anoneuus

MuKporHaTus Butunuro

Kocmmeiii ckenem 40-59% CepodeuHo-cocyducmas 40-59%
cucmema

0-obpa3Hoe nckpueneHue AopTanbHbli CTEHO3

pyK (oedopmaLms NoKTeBbIX

CyCTaBOB), rofieHen

YkopoueHue 4-i u 5-i AHeBpu3Ma/aunaTaums

NACTHOM WAW NpeanICHEBOM aopTbl

KocTeW

Ckonnos [iBycTBOpYaTHIN a0pTasbHbIM
KnanaH

Octeonopos ApTepuanbHas runepreHsus

Yuu 40-59% Tnasa 20-39%

[edopmaums yLiHbIX ro3

PaKoOBUWH

BocnaneHue cpegHero yxa AnNuKaHT

lnyxota Muonus

Huzkoe pacnonoxeHue Kocornasue

YLUHbIX PAaKOBWH

PaCCMOTpVIM OCHOBHbIE€ AMATHOCTUYECKNE NMPU3HAKU OAHHOINO CMHOPOMaA TaKUe,
KaK HU3KOpPOC/NOCTb M AUCreHe3na roHana.

HuskopocnocTb

B 95-100% cnyyae CLUT conpoBoXpaeTcs HapylleHWEM pocTa. TUMUYHbIMMI
npu3HakaMu 3ab6oneBaHMs NBASKOTCS YMEpEeHHas BHYTPUYTPOOHAs 3ajepkka
pocta M Macchl Tena pebeHka (MpU pOXAEHWM CpeaHMe MNOKasaTenu Macchl
2800 r u pocra 48,3 cM). XapakTepHa HOpManbHas CKOPOCTb pocTa O 3-X
NeT C TNoCNeayllmM MOCTEMNEHHbIM 3aMefLfleHMeM CKOpoCTM pocTa K 14
rogam. 3T0 NPUBOAWT K YMEHbLUEHWIO AJIMHbI Tena MauMeHTKM OT HOPMasibHOM
poCTOBOM MnepueHTUnM B cpeaHeM Ha 20 cMm. lNybepratHasa dasa «BbITArMBAHMSY
MPONOHTMPOBaHa C OTCYTCTBMEM WM PE3KUM CHWXKEHMEM CKayka pocTa.
TunMyHOe [ns [JAHHOMO CMHAPOMA MpOrpeccupylollee OTCTaBaHUE KOCTHOrO
(bnonoruueckoro) Bo3pacta CMOCOBCTBYET YaCTMUYHOM KOMMEHCALMU pOCTOBbIX
3HAYEHUIM M BO3MOXHOCTM MPOLO/MKEHMS pocTa nauueHtoB Ao 18-20 net. Poct
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B3pocnbix ¢ CLUT, He nevyeHHbIX FOPMOHOM pocTa, coctaBnseT 142,0 - 146,8 cm.

Ha pucyHkax B npunoxeHusax 1 u 2 npenctaBneHbl cOMatorpamma U KpuBasi
CKOPOCTM pocCTa Ans 340poBbix gaesoyek u aesouvek ¢ CLUT. Ha comaTtorpammax
BMAHO, 4YTO BEpPXHSS TrpaHMUA nokasatener pocta y naumeHtok ¢ CUT
npubnmxaeTcs K 3-i NepueHTUIM MokasaTenei pocta AeBOYEK C HOPMasbHbIM
KapuoTUMOM.

3aBMCMMOCTb KOHEeYHOro pocta naumeHTok ¢ CLUT ot BapuaHTa KapuoTuna
He p[okaszaHa. VMMetoTcs paHHble o0 6onee 6naronpusTHOM POCTOBOM MPOrHo3e
y JAEBOYEK C KapuOTMMNOM, MUMEKWMM u30xpomocomy X(i) wman Mo3auuu3m
45,X/46,XX.

BbisBneHa [OCTOBepHas CBA3b MOKas3aTens KOHEYHOro pocTa LEeBOYeK C WX
FeHeTUYeCKUM pOCTOM (4eM Bbille pOAMTENM, TeM Jyylle POCTOBOM MNPOrHO3).
Hanbonblwee 3HayeHue Npu 3TOM MMeET POCT MaTepwu, a He oTua pebeHka. Ha
nokasaTteflb KOHEYHOrO pOCTa 3HAYMTENbHO BAMSET U BO3MOXHBIA CMOHTAHHbIN
nybepTart, CnocoHCTBYOWMIA YCKOPEHUIO KOCTHOTO CO3peBaHMS.

MporHo3upoBaHMe KOHEYHOrO POCTa

B HacTosiwee BpeMsi HeT abCOMOTHO TOYHbIX METOAMK MNPOrHO3MPOBaHMS
KoHeyHoro pocta npu CLUT. Hanbonee pacnpocTpaHeHHbIM $BASETCS CNocoob,
npyv KOTOPOM Ha comatorpamMme nansg naumeHtok ¢ CLUT otmevaetcs poct, u
WHOMBMAYaNbHAA KpuBas pebeHKa MNpPOAOIKAETCS COOTBETCTBEHHO HaMLEHHOM
NepLEeHTUAN A0 OXMAAEMOrO KOHEYHOro pocTa.

Kpome TOro, OpuveHTMpPOBOYHO KOHeuyHbli pocT peterr ¢ CLUT ™MoxHO
onpenenuTb No cneaywowein hopmyne:

KoHeuHbit poct naumenta ¢ CLUT (cm) = (0,63 x reHeTMuecknit poct pebeHka
(cm) + 39,5 (cm)).

OucreHesusa roHan

OpHUM M3 OCHOBHbIX AMarHoctuyeckmx npmsHakos CLUT, sbisBnsiembix y 80-
100% naumeHTOK, 9BNSEeTCS NONOBOM MHDAHTUAM3M (MEPBUYHBIA TMMOTOHAAN3M)
BCNEACTBME LUCTEHE3UWN TOHAL.

CywectBytoT onpeneneHHble NOKYcbl X XpPOMOCOMbl, OTBETCTBEHHbIE 3a
HopMmanbHylo auddepeHumposky u dopmupoBanne suuHukos (pll1l.1-11.3 b
ql.2-2.1). CrpykTypHble aHOManuu, noBpexpatllme 3T 0b6nacTu, NpUBOAAT
K [OBYCTOPOHHEM roHagHoW aucreHesmw. [oHagbl NpencTaBnsitoT  cobon
COEAMHUTENbHOTKAHHbIE TSXKM, COAepxXalme HeauddepeHUMpOoBaHHbIE KNEeTKM
WU PYAMMEHTbI XEHCKMX MOJSIOBbIX Xene3 6e3 oBapuanbHbiX 3nemMeHToB. Y 18%
naumeHTok ¢ CLUT BM3yanusmpyoTcs MOpQPONOrMYECKM HOPMasbHble SMYHMKM,
yawe npuM MO3aM4YHOM BapuaHTe kapuoTtuna 45,X/46,XX unn 45,X/47,XXX.
MoHocomusa X B nenkouutax nepudepmyeckon KpPOBM He MCKOYAeT Hanmuus

10



MO3auLM3Ma B SIMYHUKAX.

Y nnopa ¢ CWT po 14-16 Hepenu rectaumMm He OTMEYAaETCs HapyLleHWi
B pa3BWUTUM GMYHMKOB. Bo BTOpoOW nonoBmHe OepeMEHHOCTM Ha CTaguu
($hOpMUPOBaHMS OOLIMTOB TFEPMEHTATMBHbIE KJIETKM ObICTPO  AereHepupyioT.
OoumTbl NPOrpeccMBHO aTpPE3UPYHOTCS, AUYHMKKM MpeBpallaoTcs B (GUOpO3HbIe
TSXKM ¢ hopMUMpoBaHMeEM streak-roHag.

TakMM 06pa3oM, aHANOMMYHbIA (BU3MONOTMYECKMIA MPOLECC NOTEPM OOLMTOB,
NPOAO/IKAIOLMIACS Y 3[L0POBOM KEHLMHbI B TEYEHUE HECKONIbKUX AeCaTUNeTUH,
pesko nporpeccupyeT y aesodek ¢ CLUT yxe npu poxaeHun M B GONbLIMHCTBE
C/ly4yaeB MOJIHOCTBIO 3aBEPLUAETCS K MEPBOMY FOAY XU3HMU.

Y peBoyek ¢ CLUT BHyTpeHHMe (MaTKa M Bnarajauiie) v HapyXHble MOJOBble
opraHbl  COPMMPOBaHbl MpaBWAbHO. W3-3a OTCYTCTBMS UMNM  HeLOCTaTKa
FOPMOHANbHOM CTUMYNSALMM OHU TUMOMIA3MPOBaHbl U OCTAKTCS MHAAHTUNBHBIMU.
MoXeT 0TMeyYaTbCst OTHOCUTENbHAA TMMNepnasusa KAnTopa. BropnyHoe oBonoceHmne
(nopMbiweyHoe 1 N0OKOBOE) pa3BMBaEeTCS camocTosTenbHo K 12-13 ropam, MeHee
BbIPAXEHO, YEM Y 30,0POBbIX AEBOYEK.

B 5-54 % cnyyaeB y nNauUMEHTOK MOXET COXPaHATbCS OBapuasnbHas
(YHKLMS, NpPOSIBNEHWMEM KOTOPOW NIBASIETCS CMOHTAaHHOE Hayano MooBOro
pa3BUTUS C YBEIMYEHMEM MONOYHbIX kene3. CamocTosaTenbHbli nybepTart
HabnopaeTcs MpeuMMyLLeCTBEHHO NpWM MO3auyHbIX (OPMax CMHAPOMA, M, KakK
npaBuao, $SBNSETCS HEMONHbIM UM  He3aBepleHHbiIM CrnoHTaHHOEe MoaoBOE
passutne npu CLUT B GONbWIMHCTBE CNyyaeB He MPUBOAWUT K HOPMasbHOMY U
LNUTENbHOMY  (QYHKLUMOHMPOBAHUIO  SUYHUKOB. PerynsipHblii  MeHCTpyanbHbIii
LUMKN YCTaHaBNMBAETCS TOMbKO Yy 6% MOAPOCTKOB CO CMOHTaHHbIM MybepraToMm.
B nwuTepatype onucaHbl cnyvyauM CMNOHTaHHbIX M MOBTOPHbIX GepeMeHHOCTeN U
popoB y >eHwuH ¢ CLUT He Tonbko € MO3auuHbIM kapuotunom (45,X/46,XX),
HO M C MONMHOM MoHocoMMuen (coobwaetcs o 40 >xeHwwmHax, uMeBwmx 100
CaMOCTOATENbHbIX BepeMeHHOCTeN, M3 KOTOpbIX 68 3aKOHUYMIUCL POXAEHMEM
300pOBbIX AeTekn).

MaumeHTKM c MosanumamoM 45,X/46XY unu aHoManusamum Y XPOMOCOMbI
MMEIOT MOBbIWEHHbIN puck (7-10%) ManurHMsaLum NonoBbIX Xene3 C pa3BUTUEM
roHagobnactombl. ToHapgobnactoMa sBnseTcs [0OPOKAYECTBEHHOM OMyXOJbHo,
obnagatowert  BbICOKUM  MOTEHUMANOM  3/I0KAYeCTBEHHOM  TpaHcPopmauuu
M MOXeT pudpdepeHUMpOBaTbCS B ApYyrMe  TePMUHOTEHHbIE  OMyXOJu,
Hanpumep, AUCrEPMUHOMbI U pexe B TepaTOMbl, IMOPUOHANbHYIO KapLWUHOMY,
XOpUOKapuMHOMY. TakMM [EeBOYKaM TMOKa3aHa MpPEBEHTUBHAS TOHALIKTOMMS.
lNpu oTkase OT ee NPOBELEHUS PEKOMEHOOBAHO AMHAMMYeckoe HabnogeHue c
KOHTPOJIbHOW COHOrpaduen, BKIoUYas AOMNIEPOBCKYH0 COHOpadUIio roHag,.
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[OpMOHarbHbIN CTaTyC
nauyneHtoB ¢ CLUT

ComaTtoTponHasa $yHKuuUs

Y 6onbwuHcTBa naumeHtok ¢ CWT wuccnepoBaHmMs  CTUMYIMPOBAHHOM
COMATOTPOMHOM (YHKLUMKU Npu npoBefeHnn dhapMakonormyeckux npobd BbISIBUAM
a[leKBaATHbIA UAU BAM3KUI K HOpPMasbHbIM MOKA3aTeNsiM MaKCMManbHbI BbIGPOC
[P. PagpoM aBTOpOB yCTaHOBNEHA CHMXEHHAs BMOAKTUMBHOCTb U Hanuume M3odopm
COMaTOTPOMHOro ropMoHa. [lpyrve aBTOpbl OTMeYatT, uTo ypoBeHb N®OP-1 B
coiBopoTke y geovek ¢ CLUT conoctaBMM C KOHUEHTpauMel y 340pOBbIX AETEN,
YTO roBOpPMT 06 HOPMaNbHOM CNOCOBHOCTM 3HAOrEHHOrO P CTUMYNMPOBATL CUHTE3
N®OP-1. YMeHbLIeHME CeKpeuun COMATOTPOMHOro ropmMoHa y gesouvek ¢ CLUT B
BO3pacTe [OO/KHOrO, HO He HacTynuelwero nybeprarta, BeposiTHO 00yC/l0BNEHO
rMNO3CTPOreHn3aumnen U KOMMNEeHCMPYeTCs Npu 3aMeCTUTENbHOM Tepanuu HU3KUMU
[l03aMM 3CTPOreHOB.

foHapoTponHasa dyHKUUS

Hanuune nepBuMYHOM SAMYHMKOBOM HepocTtatouHocTn npu CLUT wm3meHseT
OTPYLLATENbHYI0 B3aMMOCBS3b MEXAY TMNoTanamo-runodu3apHoi M TFOHaZHOM
cuctemamu. NoBbILEHHbIE YPOBHU FOHAA0TPOMNHbIX ropMoHOoB (/1T v ®OCT) ¢ nepBbix
Hefenb XW3HU [eBOYEK C [aHHbIM CUMHAPOMOM COXPAHSKTCS A0 2-X JIEeTHero
Bo3pacta. C 3 oo 7 net oTMEeYalTCs HopMasbHble 6asanbHble KoHueHTpaumu JIT
n OCI, yto 0bycnoBNeHO aKTUBALMEN MexaHU3Ma, MOLABMSILEr0 UMMYIbCHYHO
cekpeumio roHagonnbepuHa He3aBMCUMMO OT YpOBHSI 3cTporeHoB. [locne 8 net
6a3anbHble YPOBHM FOHAAOTPOMHbIX TOPMOHOB BHOBb MOBBILIAKTCSA M BO3paCTaoT
B nybepTatHbii nepuop B 10-20 pa3. 3amecTuTenbHas Tepanus XXEeHCKUMMM
MONOBbIMU TOPMOHAaMM  HE3HAUUTENIbHO CHWXAET YPOBHU TFOHALOTPOMHbIX
ropmMoHoB y gesouyek ¢ CLUT.

B peakux cnyyasix y naLMeHTOK COXPaHAETCS HOPManbHast UM HE3HAUYUTENbHO
CHWXEeHHas QYHKUMS anyHMKOB. CMOHTaHHbIM nybepTaT He SBASETCS MOJSHbIM U
He NPWMBOAMT K ANUTENbHOMY HOPMaNbHOMY (PYHKLMOHMPOBAHUIO TOHAA. Y Takmx
NaLMEeHTOB YPOBHU FOHAAOTPOMHbIX TOPMOHOB MOTYT COOTBETCTBOBATb BO3PACTHOM
HOpMe MK BbiTb CyOHOPMaNbHbBIMMU.,

CoxpaHeHune dbepTnnbHOCTH y NnaumeHToK ¢ CLUT BO3MOXHO,T.K.y MHOTMX A€BOYEK
ONNUKYNbI B SUYHMKAX COXPAHAOTCS A0 MOAPOCTKOBOrO BO3PacTa, @ Y HEKOTOPbIX
YXEHLWMH C MO3auLLM3MOM QOIUKYbI MEPCUCTUPYIOT B TEYEHUE MHOTUX NIET Mocse
3aBeplleHns nybepTata, HECMOTPS Ha paHHIOK MeHonaysy. KpuokoHcepBaums
OOLIMTOB MOCNE KOHTPOIMPYEMOM TUNEPCTUMYNSLUU SUYHUKOB SBASIETCS OLHUM
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M3 BapWaHTOB COXpaHeHWs (epTUIbHOCTM Y MOMOABIX XKEHLWMH C MO3aUYHbIM
CLUT. OnucaHbl KNMHMYECKMe Cydam C BbIMOSIHEHWMEM KpUOKOHCepBaumn 8-13
3penbiX OOLMTOB NOC/IE KOHTPONIMPYEMOW TMNEepCTUMYNSILMKU SUYHUKOB B BO3pacTe
14-28 net y naumentok ¢ CLUT. Butpudumkaumns oountos B ewe H6onee Monogom
Bo3pacte (okono 12 net) noTeHuManbHO OCYLLECTBMMA, HO TAaKMX OaHHbIX Npu
CWIT He onybnukoBaHo. B HacTosulee BpeMsi He 3aperMcTpMpoBaHO HU OAHOM
H6epemMeHHOCTM MOC/Ie MCMOMb30BaHUS KPMOKOHCEPBMPOBAHHbIX OOLIMTOB NpU
CLUT, u3-3a oTCyTCTBMS MOMNbLITOK HGEpeMeHHOCTM MAUMEHTOK B CWUIy MOJSIOAOrO
Bo3pacTa. broncus KopTMKanbHOW TKaHW SMYHMKA BO3MOXHa B Bonee Monogom
BO3pacTe (CaMas MNaALWwas onMCcaHHas B MTepaTtype nauueHTka 8-neT), Ho TpebyeT
OMepaTMBHOrO BMeELIATeNbCTBA M aHECTe3nU. 3HAYMMbIMKU, HO He 0BUraTHbIMM
MPOrHOCTUYECKMMU DAKTOPaMU AN BbISB/IEHWUS OOLMTOB SIBNSHOTCSA: MO3aULIM3M,
HaAnuMe CMOHTAHHOIO MOOBOrO CO3peBaHMUS, HOpMasbHble KOHUeHTpaumun OCT
n AMI nns Bo3pacta M CTaguu nonoBoro cospeBaHus. OfHaKo, HeT [OCTaTOYHbIX
[AHHbIX AN peKOMeHAAUMM PYTUHHOTO COXpaHeHus (epTUIbHOCTM B BO3pacTe
no 12 nety pesouyek ¢ CLUT.

KoHcyneTpoBaHue no Bonpocam penpomykuuy PEeKOMeHAyeTCs HauuHaTb
BO BpeMs MOCTAHOBKWM AMarHo3a, 4tobbl y MauMeHTKM u ee poauTenei 6biio
BpemMs 004ymMaTb BO3MOXHOCTb M MOCNEACTBUS COXPAaHEHUs (epTUAbHOCTM
(yBENMYEHHDBIA PUCK MNpepbiBaHUS OepeMeHHOCTM MM BPOXAEHHbIX AedeKToB
Mpu  MCMNONb30BAaHMM  AYTONOTMYHBIX OOLMTOB, TOBBIWEHHAS MaTepUHCKas
3a6011eBaeMOCTb U CMEPTHOCTb NpU MAEHTUOULMPYEMBIX KapAWanbHbIX GakTopax
Mpy 3a4aTuyM  ayTONOTUYHBIMU WM LOHOPCKUMM  OOLMTaAMM) WAW  NeYeHus
6ecnnogms. lMaumeHTbl JOMKHbI ObITb NPOMHMOPMMPOBAHbI O BO3MOXHOCTM
npeHaTanbHOW reHeTMYecKoM  AMAarHOCTWKM " NpenMnaIaHTaLMOHHOWM
reHeTUYeCKOM OMArHOCTUKU WAW CKPWUHWHIA, JaXe NpW OTCYTCTBUM Y HUX ONS
3TUX Npoueayp LOCTaTOMHOrO KOMMYeCTBa IMOPUOHOB, MOSYYEHHbIX B pe3y/braTe
IKO. MNMpu KOHCYNbTUPOBAHMM HEOBXOAMMO MHPOPMMPOBATL O APYrMX BapuaHTax
MaTepuHCTBaA (YCbIHOBNEHMWE, CyppOraTHOe MaTepPUHCTBO).

TuponpgHasa $yHKUUA

CLUT vacto coyetaeTcs C 3HAOKPUHOMATUSMU, B HACTHOCTM C ayTOMMMYHHbIMU
3aboneBaHMAMU  LUMTOBUOHOWM Kenesbl TaKMMM, KakK TUpouauT XalmmoTo,
TMNOTUPeO3, runepTMpeos. AHTWTENA K MWKPOCOManbHOW  dpakumu  uaum
TMpeouaHon nepokcmnpase Haxooat y 60% peten ¢ CLUT, ogHako KaunHMYeckue
M3MeHeHUs QYHKUMM LUMTOBMOHOW >Kenesbl BCTPEYAKTCS 3HAYUTENBHO pexe
(rmnotupeos B 4-10% cnyyaes).

OnucaHbl 4Yacto Habnopalowmecs CcoyeTaHWs ayTOMMMYHHbIX MOPaXEHW
LUMTOBUAHOW Xenesbl C M30XPOMOCOMOWM ANMHHOMO nieya X Xpomocomsl i (Xq),
4TO CBUAETENBCTBYET O MOBbILEHHOM PUCKE PA3BUTUS ayTOMMMYHHbIX TMPEONATUI
y NaLMEHTOB CO CTPYKTYPHbIMK abeppaumsaMu.
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YrnesogHbI 06MeH

UccnenosaHue yrnesogHoro obmeHa y naumeHtok CLUT sBnsieTcs BaXKHbIM B
CBS3M C Tepanuen BbiCOKMMM po3amu [P. MMetowmecs faHHble 06 yBennyeHMM
4acToTbl CaxapHoro anabeta 2 Tvna y xeHuwwmH ¢ CLUT sBnst0TCS NpOTMBOPEUMBLIMMU.
OnucaHHble KAMHMYECKMEe CNlyd4an COYETANIUCh C BbIPAXEHHbIM OXMPEHWEM WU
HacneaCTBEHHOW NPeApacrnofioKEHHOCTbID K HApYLIEHUIO YINeBOAHOro obMmeHa.
Cnepyet nomMHuTtb, yto ang CLUT xapaktepeH 6onee BbICOKWUIA PUCK Pa3BUTUA
MHCYIMHOPE3UCTEHTHOCTU U OXUPEHUS, YTO aBNSeTCs HaKTOPOM pMCKa pasBUTUS
caxapHoro guabera.

HOwnarHoctuka CLUT

I'IpeHaTaana;l AOVnarHoCTuKa

AHOManuMuM NONOBbIX XPOMOCOM, KakK MpaBuao, MOryT ObiTb OOHApyXeHbl
npeHaTasbHO WMHBA3MBHO C MOMOLWbK 6BMONCMM  BOPCMH  XOPUOHA WM
aMHuoueHTe3a. HesaBucMMO OT nokasaHuid, NpoLesypbl TeCTUPOBaHWUS WK
KOHKpeTHOro pesynstata obcnenoBaHuns HeE0H6X0AMMO NpoBeLeHMEe FreHEeTUYECKOro
KOHCYNbTMPOBaHMS  (Bpaya-reHeTMka) A0 M nocie wbor npeHaTanbHOM
[AMarHOCTUYECKOM npoLenypbl.

B 6onblwnHcTBE CnyvaeB npeHaTtanbHoe BbiseneHne CLUT aBnsetca cnyvanHom
HaXOAKOM Npu NpPOBeLEeHUN aMHUOLEHTE3], KOTAa OnpeLeneHne KapuoTmna niaoaa
MpOBOAMTCA NO APYrMM NpUYMHaM. Hanbonee yactas U3 NpMUMH — BO3pacT MaTepu
— He CBfi3aHa C MOBbILUEHHbIM PUCKOM BO3HWKHOBEHWS [AHHOIMO CMHAPOMA.

YnbTpacoHorpadums urpaeT BaxHYK posb B NpeHaTtanbHoM amarHoctuke CLUT.
CyLLecTBYIOT XapaKTepHble YnbTpa3BYyKOBble MPU3HAKM, KOTOPble acCOLMMPOBAHDI
¢ CIUT. K HMM OTHOCATCS: yBENUYEHME TONLMHbI BOPOTHMKOBOIO MPOCTPAHCTBA,
KMCTO3Has rMrpoma, KoapkTaums aopTtbl u/Mnn gedekTbl NeBbIX OTLENOB Cepaua
(koTopble  JOMKHbI  ObITb  [OMOMHUTENbHO  BWM3YyaNM3UPOBaHbl C  MOMOLLbIO
3XoKapauorpadumn nnopa), bpaxuuedanns, novyeyHole aHOManMM, MHOrOBOAME,
ManoBoaue, BHYTpMYTPobHas 3afepXka pocTa.

Hanuune ropMoHanbHbIX HapyLeHWi Matepu Mpu NpOBEAEHWU CKPUHWMHIA
no TpeM WAM 4YeTblpeM MnokKasaTensM (a-dpeTtonpoTemH, XOPUOHMYECKUM
rOHAAOTPOMNUH YenoBeka, WMHIMOMH A, HeCBSA3aHHbIM 3CTPUON) TaKXKe MOXET
yKasblBaTb Ha BblCOKyto BeposaTHocTb CLUT y nnopga. Ho 3T Tectbl mMoryT 6biTb
6e3 naTonorMmM BMecTe C HOPMAsbHOM TONWMHOW BOPOTHMKOBOrO MPOCTPAHCTBA.
T.0. €4MHCTBEHHbIM [0CTOBEPHBIM WM OBAUFATHBIM KpUTEPMEM NpPeHATasIbHOWM
[AMarHOCTUKM 3aboneBaHns 9BNSETCS UCCNef0BaHWe KapuoTuna niaoaa.
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MockonbKy KapuoTMN MpU aMHMOLEeHTe3e OTpaxaeT aHanu3 dubpobnacros,
ONS NOATBEPXKAEHWUS NpeHaTanbHO YcTaHoBneHHoro AamarHosa CLIT y Bcex
NauMeHTOB HeO6XOAMMO NOBTOPHOE KapMOTUMUMPOBAHUE NOC/IE POXAEHUS.

10% cnyyaeB HeBbIHALIMBAEMOCTU GEpPEMEHHOCTM CBSI3aHbl C MOHOCOMMUEN. Y
NI0AOB C KapuoTunom 45,X oTMeyaeTcs BbICOKAs 4acToTa CMOHTaHHbIX abopToB
Ha paHHWX cpokax 6epeMeHHOCTU. Tonbko okono 1% 3M6PMOHOB C KapMOTUMOM
45,X pocTuraloT CTaguMu 3penoro nnoja. TeM He MeHee, Hanuyuue MOHOM
MOHOCOMMM M XapaKTepHbIX MPU3HAKOB MpU YNbTPA3BYKOBOM MWCCIELOBaHUM
(KMCTO3HOM rUrpoMmbl, NMMEAATUYECKOrO OTeKa M Ap.) He MUCKAYAEeT poXAeHue
YKM3HECNoCco6HOro HOBOPOXAEHHOTO.

Mpu Haubonee uacto BCTpevawowmxcs @opMax Mosauumsma (45,X/46,XX,
45,X/46,XXiq) KAMHMYeCKMe NpPU3HAKM CUHAPOMA  MOFyT  OTCYTCTBOBATb.
CreneHb MO3auMLM3Ma He OMNpepenseTcs NpeHaTanbHO, YTO AeNaeT NPaKTUYecKu
HEBO3MOXHbIM MPOrHo3upoBaHWe deHoTuna Oyayuwero pebeHka, B TOM uucie
BbIPXXEHHOCTb  3HAYMMbIX  MPOSIBAEHWIA:  HM3KOPOCAOCTM,  TUMOrOHaAM3Ma
n otcytctBue deptunbHocTU. [103TOMY nNpu  NpOBEAEHWM MpPEeHaTa bHOro
reHeTUYeCcKoro KOHCYNbTMPOBaHUS HEOOXOAMMO YUMTbIBATb BbICOKYH) BEPOSITHOCTb
PAacXOXAEHWUS  MeXAy UMTOreHEeTUYECKMMM  HapYLUEHMSIMU U XapakKTepoMm
KJIMHUYECKMX MPOSBIAEHW.

[penMnnaHTauMoHHbIN  reHeTuyeckut  ckpuHuHr  (MIC)  wmcnonb3yetcs B
nporpamMmax 3KcTpakopnopanbHoro onnofoteopeHuns (3K0). B HacToswee Bpems
OH NpennaraeTcs >KeHLWMHaM C MPUBbIYHBIM HEBbIHALUMBAHMEM GepeMeHHOCTH
WAW HeyoauHbIX MMMAaHTauMsax 3MOpMOHA, MCMonb3yeTcs B KayecTBe MeToAa
oTbopa 3MOPMOHOB AN8 YBENMYEHUS 4aCTOTbl HACTyMieHUs GepeMeHHOCTV npu
JKO. T.o. NIC sBngeTcs pononHuTenbHbiM cnocobom guarHoctrkm CLUT, yto npu
fonee LWMPOKOM WCNOMb30BaHMM B OyaylleM MOXET OKa3aTb 3HauuTeNnbHoe
B/IMSIHWE HA PacnpoCTPaHEHHOCTb AAHHOrO 3aboneBaHus.

PeweHune o npepbiBaHMM GepeMeHHOCTM NpU NpeHaTanbHOM BbigBneHun CLUT
NPUHMMATb CNOXHO. BaxHo, 4Tobbl Gyaywmnm poauTensM Obina npenocraBneHa
coBpeMeHHas wuHdopmauma no CLUT B poctynHom dopme. Bpauu-reHeTuky,
yyacTBylowme B npea- M MNOCTAMArHOCTUYECKOM KOHCYNbTUPOBAHUM, [OMKHbI
ObITb NONHOCTBIO MHDOPMMPOBAHBI O NPOTHO3€e, OCIOXKHEHUSX U KAYeCTBE XXM3HU
naumentoB ¢ CLUT, a Takke O MOCNEAHWMX HAYYHbIX OOCTUXKEHUAX B JIEHEHWUM
3aboneBaHus. O6cyxaeHne pe3ynbTaToB NpeHaTanbHOM AMArHOCTUKM CUHAPOMA C
OynoywmMn poanTensiMM AOMKHO BKIKYaTb Cledylolme NyHKTbl: BapMabenbHOCTb
Npu3HakoB 3aboneBaHUs, BEpPOSATHOCTb W  BbIPAXKEHHOCTb  HWU3KOPOC/IOCTH
M NEepBUMYHOM OBapMaNbHOM HEQOCTAaTOYHOCTM, WX JleYeHue, OCOBEeHHOCTM
nokasatener WHTENNeKkTa, CnocobHOCTb K O0Oy4YeHWID UM MOTeHUManbHble
ncuxonoruyeckne npobnembl. feHeTMYeCkoe KOHCYNbTUPOBAaHME [LOMKHO ObITb
afanTMpoOBaHO K WHAMBMAyanbHbIM pe3ynbTaTtam o0cnefoBaHWs NNopa, T.K.
pelleHMe npepbiBaHUS GepeMeHHOCTM YacTo 3aBUCUT OT HaNMuUsS U THKECTU
dbeHoTUNMYEeCKMX MNPM3HAKOB. MoxeT ObiTb MOME3HbIM M Pa3roBOP «PaBHbIN C
paBHbIMW» (C CEMbAMMU, B KOTOPbIX ecTb aesouku ¢ CLUT).

15



NMocTHaTanbHaa guarHOCTUKa

B MexayHapoaHOM KOHCeHCyce no BedeHuto naumeHTok ¢ CLUT npepnaraetcs
HOBbIA MOAXOA K KapUOTUMMPOBAHWIO MpU AMarHocTuke 3abonesaHus. CornacHo
€My, MOKa3aHUAMM K XPOMOCOMHOMY aHanu3y SBnsoTCS:

HainMyme eAUHCTBEHHOrO KAMHWUYECKOro NPU3HaKa:

KMCTO3HAa rurpoma nnoaa, ocobeHHo B Tskenon dopme;

o MaMonaTMyeckas HU3KOpoCaoCTb;

e IEBOCTOPOHHUI BPOXAEHHbIM MOPOK cepAaua (TMNUYHO [BYCTBOPYATHINA
a@pTanbHbIA KnanaH, KOapKTaLus, aopTajbHbli CTEHO3 (c/6e3 ABYyCTBOPYATOro
A0pTanbHOro KnanaHa), aHoManuM MUTPaNbHOro KfianaHa U CMHAPOM FMNOMAasnm
NeBbIX OTAENOB CEPALA);

334ep>KKa NosoBOro Co3peBaHus/MeHapxe;

« becnnopue;

e XapaKTepHble CTUrMbl aucaMbpuoreHesa (MMMdoaeEMaA, KPbINOBUAHbIE CKNAAKM
LUeW, HU3KMI pOCT BONOC, NTO3, SMUKAHT, MUKPOrHATUS, BbICOKOE roTuyeckoe Hebo,
POTMPOBAHHbIE YLIHbIE PAKOBUHbI);

He MeHee ABYX U3 CNeAyHWNUX KIMHUYECKUX NPU3HAKOB:

noyeyHass aHoManusa (NoAKOBOOOpa3Has Mnoyka, ee  OTCYTCTBME WU
rwnonnasms);

nedbopmaums MapenyHra;

e MCUXONOTUYECKME U/UNK NCUXMATPUYECKME NpOBneMbl;

o MHOXECTBEHHbIE MUIMEHTHblE HEBYChI;

o IUCMNACTUYECKME UNIU TUMEPBBINYK/ble HOITH;

e Apyrue BPOXAEHHbIEe MOPOKM cepaua (YaCTUYHbIA AHOMANIbHbIA NErOYHbIV
BOHO3HbI BO3BPaT; AedeKT MexnpeacepiHOW Neperopofku BTOPUYHOMO TUMA,
fedekTbl MEXOKeNya04KOBOWM Neperopoaku, MblleyHble an MeMObpaHo3HbIe);

HapyLieHue cnyxa B Bo3pacTte o 40 net B COYETaHUMU C HU3KUM POCTOM.

o KonunuectBeHHble HapyLeHUS KapuoTuna BbISIBASKOTCS MPU  XPOMOCOMHOM
aHanu3e KynbTypbl nepudepuyeckux nuMOouMToB KpoBM pebeHka. [ns
MCKIIOYEHUS MO3aWYHbIX BAapWAHTOB CMHApPOMAa HeobXxoAMMO uccnenoBaTb
[LOCTaTOYHOE KOMMYeCcTBO KNeToK KpoBu. Kak mpaBuno, onpepeneHve Kapuotuna
C ucrnonb3oBaHMeM nepudepuyeckon KpoBM SBASETCS aAeKBaTHbIM  Ang
LMTONOIMYECKOro NoaTeepxaeHus amarHosa CLUT.

[ns  KOMMNEKCHOro M3y4YeHUs aHOManUi  MONMOBbIX XPOMOCOM  Npw
BbIPAXXEHHbIX DEHOTUMUYECKMX NPOSIBNEHUSX CUHAPOMA U OTCYTCTBUM HApYLUEHUN
npuM  KapuoTunupoBaHuuM B AuMdOLMTaX  OOMOMHUTENbHO  MPUMEHSETCS
KynsTMBMpoBaHue drMbpobnacToB KOXM UM APYrMX OPraHoB (FTOHAAHbIX TKAHEN).

Mpossnenus Bupunuzaumm pebenka npu CLUT mam Hanumume XpPOMOCOMHBIX
dparMeHTOB M0NM0BOM XpOMOCOMbl (X mnan Y) Npu KapuOTUNMPOBAHUM CAYXKAT
NPSIMbIMU MOKA3aHUAMMU AN UCCNEA0BAHUS C LEblo BbISBNEHUS T@HETUYECKOro
MaTepuana Y xpomocomsbl. [lpumenstotrcs metogbl AHK rmbpuamsaumm mnm
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dnyopecueHTHOM rMbpuamnsaumnm in situ ¢ usyyeHmeM Y LEHTPOMEPDI B Pa3fIMUHBIX
TKaHax. [P B peanbHOM BpeMeHUM C MHOXECTBEHHbIMU Y-CneuuduyuHbIMm
30HAaMKM bGonee 4yBCTBUTENBHA, YeM FISH, n MoxeT obHapyxuBatb Mo3anumsm Y
B 12% cnyyaes CLUT.

BaxHbiM sBnsietcs onpepenenne SRY (sex -determining region Y) rewa,
CBSI3aHHOrO C AnddepeHUMPOBKOM rOHAL MO MYXCKOMY TuMy. Ho ero BbisiBAeHue
He CNYXWT [OOCTOBEPHbIM KpUTEPMEM  MOTEHUMANBbHOTO  (OPMMPOBAHMS
roHagobnactomsl y geteri ¢ CLUT. No3TomMy npoBefeHne pyTMHHOIO CKPUHMHIA Ha
SRY reH cpeay nMauMeHToB C AAHHbIM AMArHO30M HeLienecoobpasHo.

XoTs, N0 COBPeMeHHbIM MpeAcTaBAeHUSIM, Hanuune Y XPOMOCOMbI MOXET
SBNSATbCS NPUUYMHON pa3BUTUS roHagobnactomel B 7-10 % cnyyaeB 3aboneBaHus,
MpeBeHTMBHAs TOHAAIKTOMMS OCTAaeTCcs Tepanuer Bblbopa AN MCKIOYEHUS
BO3MOXHOWM MaNurHu13aLuu roHas.

[okasaHnsMK ang NpoBeLeHMs KapuoTUNMpoBaHus pebeHka npu Noao3peHun
Ha CLUT sBnst0TCA He TONMbKO HM3KOPOCIOCTb U 3a4epXKa MoS0OBOr0 pa3BUTUS, HO
M psA KAMHUYECKMX CMMMTOMOB, NpeaCcTaBaeHHbIX B Tabauue 3.

Tabnuya 3

lMokazaHus K npoeedeuuro NOCMHamMa’ibHo20 KapuomunupoeaHus
BospactHoli nepuop, MokasaHus
HeoHaTanbHbIN JlumdaTnyeckmit oTek CTon U KUCTeW

BHYTpUyTpo6GHas 3aAepxKka pa3BuTHS

CTUrMbl AUMcaMBpuoreHesa (HU3KMIM poCT BOOC, KPbITOBUAHbIE
CKNagKw, rotudeckoe Hebo, aecdopmauma u /Mnu HU3Koe
PaCcMoNOXEHNE YLIHbIX PAKOBUH U Ap.)

BposkaeHHble MOPOKM pa3BUTMA NIEBOIO CEpALA, KoapKTauus
aopThl

MpenybepTaTHbIi Cturmbl gucambpuoreHesa

HuskopocnocTb (pocT < 3-i NepueHTUAn Unmn —2 CUrManbHbIX
OTKJ/IOHEHWSI COMATOrPaMMbl) CO CHUXKEHMEM CKOPOCTM pocTa
(ckopocTb pocta <10-1 nepueHTMAM ANs BO3pacTa)
BpoxaeHHble MOpOKM pa3BUTUS CEPLEYHO-COCYLUCTON U
LpYyrux cuctem, xapaktepHole ans CLUT

My6epTaTHbIN Crurmbl gucambpuoreHesa

Hwu3kopocnoctb HescHoro reHesa

OtcyTcTBMe Tenapxe B 13 net, nepBMYHAs UM BTOPUYHAA
aMeHopes C noBblWeHHbIM ypoBHeM DOCI, oTcyTcTBME
BU3yanm3aummn aUM4YHUKOB N HEQOPA3BUTME MATKU MO AAHHbIM
Y3U
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HecBoeBpeMeHHO NOCTaBnEeHHbIE UK NponylleHHble auMarHo3bl CLUT aenstoTcs
Cepbe3HOM COUMANbHOM WM MeOMUMHCKOM MpobiemMon, CBSA3AHHOM C HU3KUM
POCTOBbIM MOTEHLMANOM MpK NO3LHEM CTapTe TepanmMm COMATOTPOMHbIM TOPMOHOM
M OTCPOYEHHOM MO BO3PACTy WHMLMALMENA MONOBOrO CO3peBaHus. PaHHas
OMAarHoCTMKa CMHAPOMA MO3BOJIIET MPOBOAUTb CKPUHWMHI M BMeLaTeNbCTBa MpwU
Takux Npobnemax, Kak Kocornasue, TyroyxoCTb, MOYeYHble U CepAEYHO-COCYAUCTbIE
aHOManuu, rMNoTUpeos, Lennakus, TPyAHOCTM B 0OyYeHUM, TEM CaMbiM MOBbILLAS
KauyecTBO >XM3HM MaumeHToB. OHa TakKe MOXET yNyywuTb GepTUNbHOCTb Y psaa
netein ¢ CLUT, no3Bonss cBOeBpeMEHHO 3abMpaTb 0OLMTbI UM TKAHU SIMYHMKOB 0
rmbenn 6onbworo KonnMyecTsa GONINKYNOB.

B wupeane ckpuHuHr Ha CLWT pomkeH ObiTb YaCTblO  CYLLECTBYHOLLMX
HaLUMOHANbHbIX MPOrpamMM CKPUMHWMHIA HOBOPOXAEHHbIX. KapuotunuposaHue,
cuMTaroweecs 30/M10TbIM  CTaHgapToM auarHoctuku  CLUT, mMeeT cepbesHble
OrpaHUYEHMNs B KayecTBe MHCTPYMEHTA CKPWMHUHIA, YYUTbIBAsS AAUTENbHOE BpeMms
00paboTkM MaTepuana, BbICOKYH CTOMMOCTb M MOTPEOHOCTb B CreuuanucTax.
[pepnoXeHo  HECKONbKO  MOMEKYNSpHbIX  MeTOAOB AN HEOHaTaNbHOro
ckpuHuHra CLWIT, w3  koTopbix Haubonee nNEpPCneKTUBHbIMKU  SBASIHOTCS
nupocekBeHnpoBaHue u MLUP B peanbHOM BpeMeHW. Ha cerogHswWwHMIA AEHb 3TU
MeTobl SABASKOTCS ObICTPbIMM MPU NOAYYEHUU pe3ynbTaTa, HO AOPOCTOSLMMM.
Kpome TOro, nonoXuTenbHble  pe3ynbTaTbl  MOMEKYNSPHOTO  CKPWUHMHTA
noTpebytoT 0653aTeNbHOr0 MOATBEPXKAEHMS KapuoTuna. [10 MHEHWKO 3KCnepTos,
LLenecoobpa3HOCTb CKPUHUHIA HOBOpOXAeHHbIX Ha CLUT cnepyet paccmatpmBaTth
nocne AOMNONHUTENbHbLIX YCOBEPLUEHCTBOBAHUIA METOAONOMMKU ero MpoBefeHus,
KOIMYECTBEHHOMO aHanu3a ero 3heKTMBHOCTH.

AunddepeHymnanbHbIN guarHo3

MHorne knuHuuyeckume nposienedns  CLUT  BcTpevatoTcs  npu opyrux
3aboneBaHusAX. ToNbKO NOMHAs OLEHKa KJIMHWYECKOW KapTUHbI C MOCNEAyoLMM
LIMTOreHETUYECKUM MOATBEPXKAEHMEM MOMOraeT MPaBM/IbHO YCTAHOBWUTL OMArHo3
atoro cuuapoma. Cuuapom HyHaH cxopeH deHotunmueckun ¢ CLUT (tabn.4).

CuHpgpom HyHaH

YacTota BCTpEYaeMOCTM 3TOr0 reHeTMyeckoro 3aboneeaHus 1 cnyvar Ha 8
000 HoBOpOXAEHHbIX AeTei. Tun HacnefoBaHUS NPEANONIOKUTENIBHO ayTOCOMHO-
LOMWHaHTHbIA. CuHApOM HyHaH MOXeT BCTpeyaTbCsl Cnopaguyecku U ObiTb
00yC/IOBNEH 3KCMpeccuer NaToNorMyeckoro reHa, JIokalm3oBaHHOMO Ha ANUHHOM
nneye 12-i XpoMOCOMBblI.

XapakTtepeH deHotun CLUT. HeT HapylieHusi CTpyKTypbl M umcia MNONOBbIX
XPOMOCOM (HOPMasbHbIM KapuoTun).
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Hu3kopocnocTb SBNSETCS TUNMYHBIM NPU3HAKOM CMHAPOMA HyHaH. KoHeuHbIi
pocT ManbumkoB coctasnset 160,0-162,0 cm, neBoyek - 150,0-152,0 cm. Cekpeuns
[P (cMOHTaHHas M CTUMYMPOBAHHAs) He HapyLleHa.

XapakTepHbIMK  MPU3HAKaMWM Y  MaibYyMKOB  SIBASIOTCA  KPUMTOPXM3M,
MWKPOMEHUC, runonniasus sauuek. B nybepTaTHOM Bo3pacte dopmupyeTcs
MEePBUYHBIA TUNOroHaaM3M, (GepTUNbHOCTb Y MYXUYMH CHWXKeHa. [lonoeas U
penpoayKTMBHas (QYHKLUMKM Yy >KEHLMH CTpajaeT He3HauWUTeNbHO, OTMeyaeTcs
no3aHee MeHapxe.

bonee 80% comMaTMyeCKMX M3MEHEHMWI COCTaBAAOT MOPOKM MpPaBbIX OTAENOB
cepaua. 3afepXXKy YMCTBEHHOro pa3BuTusi uMetoT 25-50% 6onbHbIX.

Tabnuya 4
AugppeperyuanvHo-ouazHocmuyeckue omauyus CLUT u cuHopoma HyHaH

MpusHak ClT CuHapom HyHaH

®eHoTHn

Tunmynbit gns CLUT

Moxox Ha CLUT

Mopoku cepaua

[Mopoku neBbix 0TAENOB,
CTEHO3 A0PThbl

lMopoku npaBbix OTAENOB,
CTEHO3 JIErOYHOM apTepumn

YMcTBEHHOE pa3BuTue

06bl4HO HOpManbHoe

3apepxka y 25-50%

naunveHToB
Poct npu poxaeHun CHwxeH HopmanbHbii
KoHeuHbIl pocTt CHuXeH CHuxeH B 50% cnyuaes
[oHapb! [ucreHesus roHan O6bIYHO HOpMasbHblEe
Mon YKeHckui MY>KCKOM MK KEHCKUI
Kapuotun N3meHeH HopManbHbii
Tun HacnepoBaHUA Het ? DOMMUHAHTHbIN TUM
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O6cnepoBaHue naumeHToB ¢ CLUT

AHaMHe3

Mpu cbope aHaMHe3a YTOYHSOTCS OCOOEHHOCTM TeyeHUs GepemMeHHOCTU U
POLOB, CPOK FecTaumu, pocT U Macca Tena pebeHka npu poXAEHWUMU, OKPYKHOCTb
ronoBbl, COCTOSIHME No wkane Anrap (B 6annax), nepeHeceHHble 3aboneBaHus U
onepaTMBHblE BMELLATENbCTBA, HAC/eACTBEHHbIe 3aboneBaHus. BbiscHseTcs poct
popmTenei C pacyeToM reHeTM4eckoro pocta pebeHka (B caHTumeTpax u SDS).

Pacyem zeHemuyecko2o pocma 0ns 0egoyek (cm) =

(pocT oTua + poct maTepu : 2) - 6,5 cm (no J.M.Tanner,1986).

Pacyem zeHemuyeckozo pocma 0ns desoqek (SDS) =

reHeTU4eCcKuii pocT (cm) - 162,2 (cm) (no J.M.Tanner,1986).
6,00 (cm)

KnuHuyeckoe obcnepoBaHue

1. O6wuli ocmomp ¢ onpedeneHueM HAAU4Us cmueM OuUCIMbpuo2eHesa
(ma6n.2)

2. AHmponomempuydeckue usMepeHus

CraHpapTHoe aHTponoMmeTpuyeckoe obcnenoBaHMe pebeHka BKIOYaET:
u3MepeHue pocta (4O 2-x NeTHero BO3pacTa - AJIMHbI Tena fiexa), Macchbl Tena,
OKPY>XHOCTM ronoBbl. [onyyeHHble pe3ynbTaTbl OLEHMBAKT C WMCMO/b30BAHWEM
Kak CTaHAAPTHbIX COMATOrpamMM A 340POBbIX AETei, TaK U KPUBbIX pocTa M
Maccol Tena ansa naumeHtos ¢ CLUT (npunoxenue 1). OnpenensitoT CKOpoCTb pocTa
pebeHka ¢ CLUT (cm/rom) (npunoxexue 2).

PaccunTbiBaloT CTaHAApTHOE OTK/IOHEHMe pocTa pebeHka (SDS) oT cpemHumx
nokasaTenew [Ans HopmanbHoM nonynsiuun. SDS  pocta pebeHka MoXeT
MPUMEHNATbCS B KayecTBe MPOrHOCTMYECKOrO KPUTEPUS OKOHYATENIbHOro pocTa
naumeHTa.

Pacyem SDS =
pOCT pebeHKa - CPeAHUN AOIKEHCTBYHOLWMIA POCT A1 AaHHOIO BO3pacTa (CM)

cpenHee otknoHeHue (SD).

[ns  KaxZOro nauMeHTa CO3[AeTCs WHAMBMAYaNbHas KpuBas pocTa C
MCNO/b30BaHWEM CNeumanbHbiX KpUBbIX pocTa ans CLUT.

3. OnpedeneHue KOCMHO20 803pacma

KoctHbit  Bo3pacT pebeHka onpenenswT HA  OCHOBAaHMM  aHanM3a
PEHTFEHOrpaMMbl JIEBOM KMCTM M 3ansctbs no metomy WMW. Greulich u S.l. Pyle
(1963) unu J.M. Tanner (1965) c ucnonb3oBaHMeM UHAEKCHbIX TabnuL, Ans pacyeTa
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nporHosupyemoro pocta. Y peteit ¢ CLUT pasHuua Mexay XpOHONOrMYeckum
M KOCTHbIM BO3pacToM coctaBnsieT 1-2 roga. PaccuuTbiBalOT M CpaBHWUBAKT
nokasaTenu MporHo3MpyemMoro M reHeTMyeckoro (poCTOBOro Kopupaopa) pocTa
pebeHka.

4. PermeeHonozuyeckoe uccnedogaHue kocmel ckenema

PeHTreHonormyeckoe uccnefoBaHWe KOCTHOW CUCTEMbl MPOBOAST TOMbKO B
C/lyyae Hanmums KAMHUYECKUX CUMMTOMOB HapylleHusi GOpMUPOBaHMS CKeneTa
(BpOXXAeHHOM fmcnnasumn Ta3obepeHHOro CycTaBa, CKonmosa Ap.).

5. UccnedosaHue cepdeqHo-cocyducmoli cucmemel

Mpu kaxpom BpauyebHOM OCMOTpe NPoBOASAT M3MepeHue Al Ha obenx pykax
CO CpaBHEHMEM MOJlyYEeHHbIX Pe3ynbTaToB CO CPefHUMM 3HavyeHusmu ALl nns
300pPOBbIX CBEPCTHUKOB. lpy NepBUMYHOM 0OpaLLEeHWUM AN UCKIIHYEHUS CTEHO3a
aoptbl onpegenstoT Al Ha Horax pebeHka. [pu nosbiweHun Al npoBoAMTCS
CYTOYHOE MOHUTOPUPOBAHUE [ABNEHMS.

JKT BbINOMHSAKT NpU NepBOM Bpa4yebHOM OCMOTpE M Mepef Ha4yanoMm Tepanuu
IP. dxokapauorpaduio NpoBOAST MpU MNOCTAaHOBKE JAuarHosa 3aboneBaHus C
nocnefyowmnM AMHAMUYECKUM HabnoaeHueM (Mo NoKasaHUaMm).

6. UccnedosaHue moyesbigodsieli cucmemsl

Mpy nepBMYHOM MOCELLEHUU OCYLLECTBASKOT UCCNeaoBaHWe oOLLero aHanusa
MOYM, YNbTPA3BYKOBYH AMArHOCTMKY MOYEBLIBOASLLEN CUCTEMbI AN UCKOUYEHUS
aHOManui pa3BuTus (YLBOEHMeE, AUCTONKUS, NOAKOBOODOpAa3Has nouvka U T.4.).

/. UccnedosaHue nonogoll cucmemsl

CreneHb NOM0OBOro pa3BuTUS MauMeHTa onpepensietcs no TaHHepy (1986). Mpu
OCMOTpE HapyXXHbIX MOMOBbIX OPraHoOB 00paLLalOT BHUMaHWE Ha JIMHUKD pOCTa
BOJIOC, CTPOEHME KAUTOPA, pa3Mepbl GONbLWKMX U ManbiX MOMOBbIX ryD, Hanuuue
Bupunn3aumu. OLeHUBAOT LBET CAM3MCTOWM BXOAA BO BRaraauiie M xapakrtep
BblAENEHUI U3 NMONOBbIX NyTEMN.

[MHekonornmyeckoe uCCefOBaHWEe C OCMOTPOM LUEWKUM MaTKM B [ETCKUX
BMara/iMLLHbIX 3epKanax He 4BNSeTcs MPUHYAMTENbHbIM MPU  YCTAHOBAEHUU
[IMarHo3a u rnpu Havane nevyeHus HU3KMMK A,03aMu 3CTPOreHoB. Ero npoeoasT npwm
nepeBode MaLMEHTOB HA 3aMeCTUTENbHYKH COYETaHHYK 3CTPOreH-rectareHHy
Tepanutio.

YnbTpa3BykoBoe 06cCnefoBaHWE OpraHoB Manoro Tasa [JaeT BO3MOXHOCTb
onpenenuTb 0KaNM3aLUmMo MaTK1 U SIMYHUKOB Y AEBOYEK, YCTAHOBWUTb UX pa3Mepbl,
CTeneHb 3penocTu, YTOUHUTb COCTOSIHUE SHLOMETPUSI.

YnbTpa3BykoBoe 06Cnef0BaHMe OPraHOB Manoro Tasa NpoBOAST MpU:

1. nepBMYHONM AMarHocTuke 3aboneBaHus;

2. KoHTpone 3(hGdEeKTMBHOCTM MPOBOAMMOM  3aMeCTUTENbHOM  Tepanuu
3CTpOreHamy C OMpefeneHneM [OMHAMUKU  YBEIMYEHUS pa3MepoB  MaTKM
M CpPaBHEHWMEM C HOPMaNbHbIMW 3HAYEHUSIMM  pPa3MEpoB [N [OAHHOrO
XPOHONOrMYeCcKoro Bo3pacra.

[opMOHanbHasg  OMArHOCTMKa C  MccnenoBaHWeM  6asanbHbiX  YPOBHEW
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actpagmona, JII, ®CTy peteit ¢ CLUT nmeeT orpaHnyeHHoe 3HayeHwue. [oBbILLEeHHble
KOHLEHTPaLUMM TOHAAOTPOMHbIX TOPMOHOB, o0cobeHHOo OCI, ykas3blBalOT Ha
UMEIOLLYIOCS AMCreHe3unto roHad. okasatenu ropMOHanbHOrO CTaTyca OTpaXawoT
He KONWYeCTBEHHbIW, @ KaYeCTBEHHbIW pa3Mep OCTaTOYHOM FOHAAHOM (QYHKUMK.

lpu 3amecTMTenbHOM Tepanuu 3CTpPOreHaMu (/rectareHamu) onpepeneHue
KOHLLeHTpaLMiA FOHAZ4OTPOMHbIX FOPMOHOB HE WMeeT KAMHUYECKOrO 3HayeHus.
[ins KOHTpONs afleKBAaTHOCTU MPOBOAMMOrO NIeYeHUst U noabopa 3aMecTUTENIbHOW
[03bl NpenapaTta M3MepsatoT TObKO YPOBEHb 3CTPOreHOB KPOBMU.

8. CeHcopHas cucmema

Oc¢TanbMonornyeckoe  MCCnefoBaHWe  MPOBOAMTCS  OLHOKPATHO — Mocse
yCTaHOBNEeHUs  auarHo3a. OnpenenstoT  OCTPOTY  3peHus  (UCKIKouYeHue
rmnepMeTponuu, ambanonum).

KoHcynbTaums oTonapuHronora BbiMoAHAETCS NPU NepBUMYHOM ObpalLeHun ans
UCKJTIOYEHUS TPAH3UTOPHbBIX WM MEPMAHEHTHbIX BTOPUYHbIX HapYLUEHUI Cryxa.
HapyleHne peun MOXeT 0TMeyaTbCsl Npu OTCYTCTBUM MATONOMMK cnyxa (HOCOBOM
MU BbICOKMUI OTTEHOK rof0ca) M CBA3AHO C OCOBEHHOCTSIMU CTPOEHUSI peYeBOro
annapaTta (rotyeckoe Heb60).

9. OueHKka ncuxocoyuanbHo20 paszeumus (NCUX0/02, NCUXOHE8POa02 No
NoKasaHusim)

Y naumeHToB ¢ CLUT ypoBeHb WHTENNEKTyanbHOro pa3BUTUS BapbUpyeT Tak
Xe, Kak U B LenoMm B nonynsumu. Tonbko y AeBoYeK C KOSbLEeBON X-XpOMOCOMOW
MOXET OTMeuaTbCs YMCTBEHHAs OTCTanoCTb. BO3MOXHO Hanuune crneumduyeckmnx
NCUXONOrMYeckMx npobnem (TpyaHOCTM B aOCTPAKTHOM MbILLIEHUU, HapyLIeHWe
KOHLEHTpaUMM BHUMAHUS, MNCUXMYECKMM UHbAHTUAM3M, 3idopuyecknin  ¢HoH
HaCTpOEHMUS, BbICOKAsi BCTPEYAEMOCTb HEPBHOM aHOPEKCUM).

10. OnopHo-dsuzamenbHsbill annapam

Mo nokasaHuWaM nNpoBOAAT KOHCYNbTauMilo opToneja AN  MCKIYEHUs
3aboneBaHuii NO3BOHOYHWMKA, BPOXAEHHON AMCNIA3MM Ta3o00efpeHHOro cycraBa
v op..

[Ona UCKNYEHUS HanMuus OCTeONeHMM M OCTeonopo3a PEKOMEHAOBaHO
onpeneneHne y MNOLPOCTKOB CbIBOPOTOYHbIX YPOBHEN Kanbuus obwero u
MOHU3MPOBAHHOrO, Gochopa, MapkepoB KOCTHOM pe30pbLmmn 1 KocTeobpa3oBaHus,
nccnegoBaHMe MUHEpPanbHOM MAOTHOCTU KOCTHOM TKaHW (AeHCUTOMETpUS).

11. 3HOoKpuUHHAs cucmema

HccnedosaHue comamomponHol GyHKyuU

Mpu CWUT He wucknwoyaeTcs Hanuuve peduumta ropMoHa pocta. Y yactu
NaLMEeHTOB CTUMYNSUMOHHble npobbl Ha CTT MoryT 6biTb NpoBedeHbl A0
NMOATBEPXAEHUS FTEHETUYECKOro AMarHosa.

[opMOHanbHag guarHoctvka peduumnta [P nNpoBOAMTCS TOMBKO MaLMeHTaM,
POCT KOTOPbIX HUXe 3-i1 nepueHTMAn gns aesoyek ¢ CLUT.

[na ucknoYeHuss COMATOTPOMHOM HeAOCTaTOYHOCTM A0 Hadvana Tepanuu
npenapatamn [P onpepensior ypouu W®OP-1, NOPCB-3, npoBogsT ABa
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CTaHAAPTHbIX CTUMYASILMOHHBIX TecTa (C MHCYMHOM, aprMHUHOM, KIIOHUAMHOM U
Ap.).

ComaTtoTponHas HenoCTaTOYHOCTb [AMArHOCTUPYETCS, €CAM  MaKCUMMalbHbIN
ypoBeHb Bbibpoca P Ha ¢oHe ctumynaumm meHee 10 Hr/mMn B 2-X NpOBeLEHHbIX
CTUMYNALMOHHBIX Npobax.

UccnedosaHue mupoudHozo cmamyca

YunTbiBas uactoe coyetaHne CLUT ¢ ayTOMMMyHHBIM TUPOMAMTOM CO
CHWXKEHHOM  QYHKUMEN  LWMTOBMAHOM  Kenesbl  uccnepyT  ypoBHu  TTI,
CcBOGOAHOM (paKkumm T4, TUTPbl aHTUTEN K TUPOWMOHOM MepoKcuaase; NpoBoaaT
YNbTPa3BYKOBOE UCC/IEL0BAHME WUTOBUAHOWM Xene3bl. B nonybeptaTtHoM Bo3pacTe
KpaTHOCTb 06Cef0BaHUSI TUPOMAHOIO CTaTyca Onpenensercss Mo MokasaHusMm, B
NnoApOCTKOBOM BO3pacTe NpoBOAMTCS He pexe 1 pasa B rog,.

UccnedosaHue yzneso0Hoz20 obmeHa

[na wvcknwyeHus HapyleHuin yrneeBogHoro obmeHa y nauueHtoB ¢ CLUT
NpOBOASAT NepopasbHblit MHOKO30TONEPAHTHbIN TECT MO CTAaHAAPTHOM METOAMKE He
pexxe 1 pasa B rog. Y LeTei C BbICOKMM PUCKOM pa3BUTUS CaxapHoro auabeta
1 TMna (Hanuuue poACTBEHHMKOB 1-0K cTeneHu ponctea c auabetom 1 Tuna,
MONOXUTENbHbIE AHTUTENA K WMHCYIMHY W OCTPOBKOBbLIM K/eTkaM) Heobxoaumo
NpMHMMATb BO BHMMaHMe noboyHoe [MabeToreHHoe [encTBME Mpenaparos,
NPUMEHSIEMbIX A/151 3aMeCTUTENIbHOW Tepanuu (NosoBble rOpMOHBI, I'P).

Uccnedosarue nunudHo2o0 0b6MeHa

MccnepoBaHMe  nokasatener  oOOLWeEro  XoNnectepuHa,  TPUINMLEPUIOB,
JIMNUA0rPaMMbl C OnpeneNieHNEM MHAEKCA aTePOreHHOCTM NPOBOAST NOAPOCTKAM
npu 3aMecTUTENIbHOM Tepanuu 3CTPOreH-rectareHHbIMM npenapatamu He pexe 1
pa3a B rog.

HabniopeHue nayneHtos ¢ CLUT

AmOynatopHoe M CcTaumMoHapHoe Habniogenue petert ¢ CLUT nposoamtcs
COornacHo npukasa MuHucTepcTBa 3LpaBooxpaHeHust Pecnybnuku benapycs N2 90
ot 23.08.2019. YacroTta HabnoaeHus nauneHToB 6e3 nposeneHus Tepanuun 1 pas
B 6 MecsLeB, Npu Tepanuu npenapatamu [P, 3cTporeHoB (3cTporeHbl/rectareHsi),
okcaHaponoHoM 1 pa3s B 3 mecsaua (1abn 5).

Tabnuya 5

AuazHocmuka u sneyeHue Oemeii ¢ CLUT e ambynamopHeix ycra08UsSX
(adanmupoesaHo)
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JleueHue peten ¢ CLUT

OcHoBHbIMM 33pavamu nedveHms naumeHtok ¢ CLUT gBnsgetcs ysenuyenue
KOHeYHOro pocta, (OpMUPOBAHME  BTOPUYHbLIX MOAOBbLIX MPU3HAKOB C
YCTaHOB/IEHWMEM  PEryNIpHOr0 MEHCTPYanbHOro LMKMAQ, KOpPpEeKuMs MOpOKOB
pa3BuTMa M NpodumnakTMka ocTeonoposa.

Mpenapatbl 'P

[NpuMeHeHne npenapaToB reHHouHxeHepHoro P y naumentoB c CLUT, 3a
UCKJTIOYEHMEM pPELKMX C/yYaeB COYETaHUS C COMATOTPOMHOM HeLOCTaTOYHOCTbIO,
He SBNSEeTCS 3aMecTUTeNIbHOW Tepanuei. B nybeptaTHOM BoO3pacTe Yy AeBO4YeK C
[aHHbIM CMHAPOMOM M3-3a AUCTEHE3MM FTOHAM OTMEYAETCS CHUXEHWUE CMOHTAHHOWM
cekpeuun P no CpaBHEHMIO C YPOBHEM 340pPOBbIX CBepCTHULU. Pa3BuBaertcs
oTHocuTenbHbl aeduumt P. Tepanus npenapatamu [P ¢ uenblo OOCTUXEHUS
ny6epTaTHbIX KOHLEHTpPaUMi OAHHOTO rOPMOHA MMEEeT J0CTOBepHbIN 3hdeKT Ha
yCcKopeHue pocTa naumeHTok ¢ CLUT npu oTcyTcTBMM XapakTepHoM ang nybeprarta
nporpeccun occudukaumm. lNpu cBoeBpeMeHHOW ropMoHanbHon Tepanuu (P,
3CTpOreHbl) yAAEeTCS YBENUYUTb KOHeuHbl pocT getert ¢ CLUT Ha 3-16 cm no
OTHOLWIEHUIO K mporHosupyemomy (8o 150-155 cm), uTo yny4ywaeT ux KavyecTso
XKM3HU U COLMANbHY afanTaumio.

PekomeHdosaHO paHHee Ha4ano mepanuu npenapamamu [P npumepHo 8
gospacme 4-6 nem u npednoymumensHo 0o 12-13 nem. [lokazaHusmu 045 cmapma
JleyeHus s81aemcs; pocT pebeHka HWXKe 3-i NepueHTUIM COMATOrpaMMbl Ans
3[,0pOBbIX CBEPCTHWKOB; Ha/MuMe 3a[EPXKKM pocTa (HanpuMmep, CKOPOCTb poCTa
Hwke 50-i nepueHTMnW, Habnwgaemas B TeyeHue 6 MecALEB MpU OTCYTCTBUM
APYrMX  MPWUMH  HMU3KOPOCNOCTHU; pebeHOK WMeeT BbICOKYH) BepOSTHOCTb
HWM3KOPOC/IOCTU (HanpuMep, HEBLICOKMI pOCT poaMTeNei W npeanosiaraeMbiin
HWM3KMI POCT BO B3POC/IOM BO3pacTe MAM YXe AO0CTUI MOSIOBOM 3penocT Ha
MOMEHT MOCTaHOBKM AMArHO3a

Tepanus TP Ha3HauyaeTcs nNpu reHeTMYeCcKOM MOATBEPXKAEHUM AMArHO3a B
[103aX, YCTAHOBNIEHHbIX MEXAYHAPOAHbIMU NPOTOKONAAMM. [1pU HANNUMKM U3BECTHbIX
BbICOKMX OHKOMOTMYECKMX M Apyrux puckoB y nauueHtoB ¢ CLUT ot nevenunsa P
BO3[EPXXMBAOTCS.

PekomeHdosaHHas cymoyvHas 003a npenapamos coMamponuHa cocmasssem 45-
50 mke/ke unu 1,3-1,5 me/M2 ¢ 803MOMHOCMbIO nosbiweHus 00 68 Mke/ke (2,0 me/
M2) npu HebnazonpusimHoM npoz2Ho3e pocmad.

PekomeHa0BaH MOHUTOPUHI 3ddEKTUMBHOCTM M DHe3onacHocTn nedyenus [P
C NpoBefeHWeM aHTPOMOMETPUM Kaxaple 4-6 MecsaueB M U3MEPEHMEM YPOBHS
N®P-1 kak MMHuMyM 1 pa3 B rog. [Mokaszatens NPOP-1 He pomkeH npesbliwaTb 2
SDS (cTaHZapTHbIX OTKNOHEHMs) Ans BO3pacTa, npu yposHe MMOP-1 6onee 3 SDS,
TpebyeTca cHuxeHue [o3bl npenapata [P. Ecniu 3HaveHne NOP-1 HaxoauTcs B
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uHtepBane ot +2SDS po +3SDS, peweHne 06 yMeHbLIeHWM [03bl COMATPOMNMHA
NMPUHUMAETCS C YY4ETOM OLEHKMU APYrMX NapameTpos.

Hanbonee apdektnBHbIM pexxumoM Tepanuu [P naumentoB CLUT cumraetcs
ero exefHeBHOE MOJKOXHOe BBeLeHue B BeyepHee Bpems (B 20.00 - 22.00
nepes, cCHOM).

NHOvMBKMAYyanbHbI OTBET Ha ledeHune P MoxeT HbITb pa3MYHbIM 1 NPeACcKa3aTh
€ro rno pesynbraTaM MNPOBELEHHbIX CTUMYSLMOHHbBIX TECTOB HE MpeACcTaBasercs
BO3MOXHbIM. OTBeT Ha Tepanuio CTT 3aBMCUT OT paga (BaKTOPOB: reHeTUYEeCKM
[LLeTEPMUHMPOBAHHOIO POCTa, BbIPAXXEHHOCTU HWM3KOPOC/IOCTH, BO3pacTa Havana
M NPOLOIKUTENBHOCTU NeYeHns A0 MHUUMaumm nybepTarta, [o3bl npenapata IP.
OnHako veTkne npeamkTopbl 3pdekTnBHOCTM Tepanuu [Py neteii ¢ CLUT pa3sHoro
BO3pacTa He YCTaHOBJ/EHbI.

3aBUCUMOCTb 3P HEKTUBHOCTM Tepanuu [P 1M KOHeYHOro pocTta AeBoYeKk C
CWIT oT BapvaHTa KapuoTMna SBNSETCS NpPefMEeTOM AMCKYCCMM M OMucaHa Ha
HebonbLWKMX BbIOOPKAX MALMEHTOB. 3aBUCMMOCTb NMOKasaTenei KOHEeYHOro pocta
OT BapuaHTa KapuoTMna He yCcTaHOBNeHa. B psae nccnenoBaHuit coobuiaetcs o6
YXyALWEeHUM POCTOBOMO NPOrHO3a y NaLMEHTOK C MOHOCOMMEN MO KOPOTKOMY Mmnevy
X-xpoMocoMmbl, B npyrux pabotax 6onee 3HauMMoe OTCTaBaHWE B pOCTe OTMEYEHO
Y MALMEHTOK C KOMbLLEBOM X-XpOMOCOMOM M M30XPOMOCOMOM MO AJIMHHOMY Nyievy
X-XpOMOCOMbI, U, B MeHbLLUEeW CTeneHu, ¢ kapuotunom 45X, yem y geBouek C
MO3au4yHbIM KapuotunoM 45 X/46,XX. ObcyxfaeTcs, 4To ranaoHef0CTaTOYHOCTb
HEeM3BECTHOro reHa KOpPOTKOro rnseva X-XpoOMOCOMbI YBEIMYMBAET PUCK 3aLEPXKKM
BHYTPUYTPOOHOr0 M MOCTHATAZIbHOTO POCTa U CHWXKAET 3QMEKTUBHOCTb Tepanuu
re.

OnHMM U3 OCHOBHbIX (AKTOPOB, OMpPefeNsWmMX OKOHYATENbHbIA MPOrHO3
pocta y naumenTok ¢ CLUT, agngetcs AMHaMUKa aHTPONOMETPUYECKMX NOKa3aTenen
Ha nepBOM roay npumeHeHus P: MakcMManbHas CKOPOCTb poCTa OTMEeYaeTcs B
TeyeHue MepBOro rofa Tepanuu COMATPOMMHOM U CHUXKAETCS B MOC/EnyHLLEM,
OCTaBasACb 3HayuTeNbHO Oonblie, YeM [0 NevyeHus. YCTaHOBIEHO, YTO CKOPOCTb
pOCTa YBEIMYMBAETCS B TeueHue nepBbixX 4 neT nedeHns P, LOCTUrHYB MakCMMyMa
B TeyeHWe nepBoro rofa. [locne uyeTBeproro roga Tepanuu rofoBas AMHAMMKA
pOCTa NOCTENEHHO YMEHbLIAETCSA L0 MUHUMAJIbHOW.

MNpumeHeHne npenapatoB [P 3ddekTMBHEE npw cTapTe Tepanuu B 6Gonee
paHHeM Bo3pacTe. JTO CBfI3aHO He TOMbKO C (U3MONOrMYEeCKUMM BO3pPacT-
33aBUCUMMBIMU  M3MEHEHUSIMM CKOPOCTM POCTa, HO M C NPOAOMKUTENBHOCTHIO
fonybepTaTHOro Nepuoaa, B TeuyeHne KOToporo pebeHok noayvyaet ropMoOH pocTa
- YeM OH A/uTenbHee, TeM OoJblle HAKOMAEHHbIM MoTeHUMan pocTta. Kpome Toro,
Ha doHe npuMeHeHus Py nesouek ¢ CLUT ponybepTaTHOro Bo3pacrta OTCYTCTBYET
YCKOPEHHOEe KOCTHOE co3peBaHue. YuutbiBas, uto y 90% aesoyek C KapuoTUNOM
45,X Kk 5-neTHeMy BO3pacTy OTMEYEHO CHUXEHME TMoKasaTenel pocTa MeHee
5-ro nepueHTMNS, Ha3HaYeHUe COMATPONMHA OOOCHOBAHO YXe MpU 3aMeLNeHUN
TemMnoB pocta. KoHeuHbit poct peteirt ¢ CLUT npu nospHO HauvaTton Tepanuu [P
3HAUUTENBbHO MEHbLLE.
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Mocne [OCTUXEHMS KOCTHOrO BO3pacta 14 net cKopoCTb pocTa MaUMEHTOB
pe3Ko CHWxXaeTcs (0o 2 cM/rof, Ha GOoHe NeYeHUs COMATOTPOMHbIM FOPMOHOM), YTO
SIBNSIETCS OCHOBAHWEM ANg NpeKpalleHus Tepanmm npenapatamm IP. B HacTosiwee
Bpemsa pocT 150 cM siBNsieTcs OOCTMXMMOM LeNblo ANs GONbLUMHCTBA AEBOYEK C
CLUT.

Ha3HaueHne P nonoXuTenbHo BAMSIET HE TONbKO Ha POCTOBOM MPOrHO3, HO
M ynyywaeT nponopumu Tena, CnocobCTBYeT HOPManu3auMu AMACTONMYECKOro
apTepuanbHOro [OaBfieHus M nokasatener nunupHoro obmeHa (OX, JIMHI wu
JINBI), yMeHbLUEHUIO CTENeHU BbIPAXKEHHOCTU ABAOMUHANBHOIO OXMPEHUS CO
CHWXKEHMEM UHCYNIUHOPE3UCTEHTHOCTMU.

B 4ONroCpoYHbIX KNIMHUYECKMX UCCNEN0BAHUAX HE OTMEYEHO OTPMLLATENBHOMO
3pdekta nevenuss TP npu CLUT B OTHOWEHMM (AKTOPOB pUCKA CEPLEYHO-
COCYAMCTbIX 3ab0NneBaHWii, YrNeBOLHOIO M XMPOBOro oOMeHa, MUHepanu3aLuu
KOCTHOW  TKaHW. B  eOuHUuYHbIX  paboTax  YyCTAHOBNEHO  YMEHbLUeHue
YYBCTBUTENILHOCTU K WMHCYNIMHY 4Yepe3 5 neT nocne npekpaweHus npuMeHeHus
[P, yto yKka3biBaeT Ha HeEOOXOAMMOCTb KOHTPONS YrneBOoLHOro obOMeHa mnpu
Ha3HAYeHUM MnpenapaToB coMaTponuHa. MMewTcs p[aHHble O MOBbIWEHHOM
puUcKe BHYTPUYEPENHOM rUMnepTeH3un M 3nudu3eonnsa ronoBku OGeapeHHON
KOCTM Ha ¢doHe ucnonb3oBaHua Py gesoyek ¢ CLUT no cpaBHeHW € AeTbMU
C COMATOTPOMHOM HeAOoCTaTOYHOCTbIO WMAW MAMOMNATUYECKOM HWU3KOPOCIOCTbIO.
PasBuTHe u nporpeccus ckonnosa yvawe BcTpeyanucb npu CLUT, yeM npu apyrux
HapyLIeHUsIX poCTa, Tpebylwmx nevyeHus TOPMOHOM poCTa. ITO MOXET 6biTb
00yCnioBNEeHO ObICTPbIM  YCKOPEHMEM JIMHEMHOro pocTa MpU  UCMNOMb30BAHUM
COMAaTpONMHA. 3aperncTpupoBaHbl CayvyauM Heonniasuu y naumeHtok ¢ CLUT,
nonyyatowmx [P, HO p[aHHbIX 00 YyBeNMYEeHUMM pUCKa HOBOOOpPa3oBaHWiA MO
CPaBHEHMIO C APYrMMU HO30/I0TUSIMU HET.

AHabonuyeckue ctepoupbl

AHabonuyeckuii  CTepouA  HOBOrO  MOKOMeHUs  (HeapoMaTU3MPOBAHHbI
QHApPOreH - OKCaHAPONOH) WMMEeeT MWHMMAlbHbIE HeXenaTe/lbHble peaKLuu.
OCHOBHOI MexaHW3M ero AeWCTBMS 3aK/IKYAEeTCsl B HEMOCPEACTBEHHOM BMUSHUM
Ha pOCT XpALEBOM TKaHW, He BMeLWMBasACh B cuctemy NP- MOP -1,

CouetaHHoe npuMmeHeHue P 1 okcaHpaponoHa y naumeHToB ¢ CLUT ycunusaer
POCTOBOM CKAYOK CO CHUXEHWEM MPOAOIKUTENbHOCTU Tepanuu No CPaBHEHMIO C
M30/IMPOBaHHbIM UCMOMb30BaHWeM [P.

OnHOBpeMeHHOE  MpuUMeHeHue  KoMOuHauuu [P M okcaHZponoHa
pekomeHzyeTcs y pneterr B Bo3pacte 10 neT w crapwe C BbIpaXXeHHOM
HM3KopocnocTblo (pocT Hwxke 50-i1 nepueHtunu ang naumentos c CLUT), He
nonyyaBlIMX paHee nevenue P

HauyanbHas  posa OKCaHApPOSIOoHa coctanser 0,03 MI/Kr/CyTKM,
noafepxusatowas nosa - He Bblwe 0,05 mr/kr/oeHb, ecnn pguarHos CLUT
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(v, cnepoBaTenbHO, Hayano nedenus [P) ycTaHoBNEH MO34HO W/MAM  ecTb
HeyLOoBNETBOPUTENbHbIM POCTOBOM MNPOrHO3 TOMbKO MpM CTaHAApPTHOM [no3e
[P. JleyueHne oKCaHAPONOHOM CfieayeT peKOMeHAOoBaTb [0 Hayana Tepanuu
3CTpOreHamum.

He pekomeHpyeTcs nNpUMEHEHWEe OKCAaHAPONOHAa MpW KOCTHOM BO3pacTe
pebeHka 40 7 NET UAKM XPOHOIOTMYECKOM BO3pacTe MeHee 8 neT. Y nauueHToB,
MosyyaloLMX NeYeHne 3TMM NpenapaTom, MPOBOAST MOHUTOPUPOBAHUE CKOPOCTU
pOCTa, BO3MOXHOCTb HEXEeNaTeNbHbIX PeaKuWid (3a4epXKKU Tenapxe U MeHapxe,
[,0303aBUCUMOI BUpUIM3aLMK (KNUTOpOMEranus, orpybiaeHue ronoca, rmpeytmsm
u akHe)). OKkoHYaTenbHbIM pocT nauueHtok ¢ CLUT, nonyyaBlIMX OKCAHAPOMAOH U
[P, Ha 2-5 cM Bbllwe MO CPaBHEHWUID C AEBOYKAMM, HAXOAMBLUMMMUCS TONbKO Ha
Tepanuu.

DCTpOreHbl

Moutn 90% pesouek ¢ CLUT TpebyloT 3aMeCTUTENbHOM TOPMOHANIbHOWM
Tepanuu AA8 WHWLMALMU U/MNU nopdepxkaHus nybeprata M NpoPUNAKTUKK
octeonopo3a. PaHHee HasHayeHWe MONOBbLIX CTEPOMIOB Y/yYLIAET KOTHUTUBHbIE
DYHKLUMKU M KauecTBO XmM3HW. Y naumentok ¢ CLUT, nonyyatowmx 3aMecTUTeNbHYO
3CTPOreHOTEPAnuI0, MOXHO AOCTUIHYTb HOPMasbHbIX pPa3MepoOB MaTKW, YTO
obecrneynBaeT BO3MOXHOCTb HACTyNieHns 6epeMeHHOCTH.

Bonpoc o0 cpokax M pexumax HasHayeHWs TOPMOHANbHOW Tepanuu
nonosbiMu ctepomaamu npu CLUT ocraetca auckytabenbHbiM. B cooTBeTCTBMM C
MeXAyHapOo4HbIMW pEeKOMeHAaLMsMU No AauarHoctuke M nedenuto CLUT (2016
rog) HasHayeHWe 3CTPOreHOB CfiefyeT MHUUMMpoBaTb B Bo3pacte 11-12 ner
C Yy4Y4eTOM KOCTHOro BoO3pacTa. [lo Havana 3cTporeHoTepanuu, € Bo3pacta 11
NeT, peKOMeHA0BaHO exeronHoe onpeneneHne yposHer JII u ®OCI ong oueHku
BEPOSTHOCTM HACTYMJIEHUs CMOHTAHHOro nybeprtata. [lpu HOpManbHbIX ANK
BO3pacTa KOHLEHTpAUMSX FOHAAOTPOMHbIX FOPMOHOB B KPOBM LLeIecO0bpa3Ho
AMHAMMYecKoe HabnaeHue.

JleyeHne nNoOMOBbLIMM CTEPOMOAMM  HAYMHAKT MPU  BbICOKMX 3HAYEHMAX
roHagotponuHoB. lMokasatenn AMI u mHrMbuHa B, npoayumpyembix KneTkamu
rpaHynésbl, MOryt OblTb WMCMNONb30BaHbl A1 OLEHKM OBapuanbHOM (YHKLMUK
y pesoyek ¢ CLUT. Ux onpeneneHue sBnsieTcs [LOMNOMHWUTENbHbIM KpUTEpUEM
MPOrHO3a CMOHTAaHHOro Havana nybeprata M HOPManbHOrO MOMIOBOrO Pa3BUTUS.

He pekoMeHo0BaHO MpUMeHeHME ManbiX 403 3CTPOreHoB B gonybeprarte ans
yAyyLlleHUs NporHo3a pocTa.

[ns namumauum nybeprata y aesoyek ¢ CLUT ncnonb3yoT HU3KOA03MPOBAHHbIE
3CTporeHcofepxalume npenapatbl  (3cTpaguon Banepuat, 17-B  3cTtpagmon,
3TUHUA 3cTpaguon) (Tabnuua 6). NprMeHeHWe HU3KKMX [03 3CTpOreHa Mo3BonsieT
COXPaHUTb POCTOBOM MmoTeHuMan y naumeHTok ¢ CLUT, kak monyyawomx neyeHue
npenapaTtaMu COMaTpPONMHA, TaK U Yy MIAHWUPYHOLWMX ero CTapT. TpaHcAepMalbHbIi
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NyTb BBEAEHWUS SBNSETCS MpeanoyTUTeNbHbIM. [lpy  TakoM UMCMOMb30BaHUM
NIEKAapCTBEHHOr0 Mnpenapata OTCYTCTBYeT MNepBUYHAs CTafiMsi MNEeYEeHOUYHOro
MeTabonmM3Ma M KOHUEHTpaLuMsi 3CTPOreHOB HapacTaeT MaBHO. JTO MO3BOASET
n3bexarTb ONacHOro ypoBHS MeTabonMTOB 3CTPOreHOB B MiasMe Kposu. Kpome
TOro, TpaHCAEpManbHblA MyTb BBEAEHUS 3CTPOreHOB CBOAMT K MWHUMYMY
MEeYEHOYHYI0 LUMPKYNSILMIO UX aKTUBHbIX METabOoNUTOB.

HauanbHas pos3a actpapguona cocraensiet 1/10 (0,2 mr) wnu 1/8 (0,25 wmr)
OT B3pOC/ON A03bl (2 Mr), C yBeNMYEHNEM B TeueHue 2-3 neT. [loly 3CTpoOreHos
YBEIMYMBAIOT Kaxable 6 MecsueB, 4OCTUras MONHOM 3aMeCcTUTENbHOW vepe3 2-3
ropa. Bo BpeMsi neuyeHuss 3CTporeHamMu PYTUHHBIA MOHUTOPUHI CbIBOPOTOYHbIX
ypoBHer JII unu OCI He pekoMeHAyeTcs, T.K. MUX KOHLEHTpauus ocCTaeTcs
MOBbIWEHHON NpW MNEPBMYHOM TUMOrOHaAM3Me, MOKa He OyayT Ha3HayeHbl
6onee BbICOKME [03bl 3CTPOreHa. TUTpaums [03bl MpenapaToB MNpPOBOAMTCA Ha
OCHOBAHMM YpPOBHEW 3CTPaAMONa B KPOBM, MONYYEHHbIX C WCMO/b30BaHUEM
BbICOKOYYBCTBUTENbHbIX  N1AaBOPaTOpHbIX  MeToaoB. B Hactosawwmii  MOMeHT
ONTMMasbHasi KOHLEHTPaLMsl 3CTpaanona ANs COXpaHEHUS pOCTOBOrO MoTeHUMana
nesoyek ¢ CLUT He ycTaHoBneHa. HeobxoauMMOCTb KOppeKLMU 3CTpOoreHoTepanum
OCHOBbLIBAETCA HA AAHHbIX KJIMHMYECKOrOo OCMOTpa, BO3pacTa MAUMEHTKM M
NMpOrHO3MpyemMoro pocTa.

3aTeM nepexomasT Ha [03bl AN MONOAbIX XEeHLWMH (2 Mmr/cyT 3cTpaguona
BHYTpb, 0,1 Mr/cyT TpaHcoepmanbHOro sctpaguona wam 2,5 mr/mec sctpaguona
LMNponuoHaTa Ans B/M BBELEHMUS).

MMocne nosiBneHWst NepBOM MEHCTpyauMu UM 4vepes 2 roga OT Hayana
3CTporeHoTepanun  LenecoobpasHo AN HOPManbHOrO pPasBUTMSE MaTKM U
MOJIOYHbIX >Kene3 MOoAK/YeHne nporectepoHa. [OnuTenbHas MoHoTepanus
3CTpOreHamMy accoumMmMpoBaHa C PUCKOM paka 3HAooMeTpusa. B nocnenyrowem
pEeKOMEeHIyeTCs MNepexon Ha  LMKAMYECKUIA pEexXMM  WAM  UCMONb30BaHWe
KOMOWMHMPOBAHHbIX MpenapaToB A/ 3aMeCTUTENbHOM rOPMOHANbHOM Tepanmu.

Tabnuya 6
Jo3upoeka scmpozeHHbIX npenapamos

Mpenapar

HavanbHas ny6epraTtHas
Ao3a

B3pocnas posa

TpaHcaepmanbHble E2 3-7 MKr/cyt 25-100 mkr/cyt
MUWKPOHU3MPOBAHHBIN 0,25 mr/cyt 1-4 mr/cyT
opanbHbli 1703 E2

StuHunactpanmon (EE) 2 MKr/cyT 10-20 mkr/cyT
Oeno E2 0,2 mr/cyT 2 Mr/cyT

CKpl/IHMHF TpOM603M60}'Il/ILIECKOFO pUCKa cnenyeT npoBoanTb TONbKO Yy AEBOYEK
¢ CWT c oTarouieHHbIM MHOMBUAYAIbHBIM UMK CeMeWHbIM aHAMHEe30M.
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[na peBoyek NOAPOCTKOBOro Bo3pacta M xeHwuH ¢ CLT cywectBeHHON
COMaTMYecKor npobneMon $IBNSETCS HapyLleHUEe COCTOSIHUS KOCTHOW TKaHU
C 4YacTbiM pa3BUTMEM OCTEOMEHUM W OCTEOMOpPO3a, MEepenoMoB KocTel. Puck
nepenoMoOB YBE/IMYMBAETCS C BO3PACTOM U CBSI3aH C Honee HM3KOM MUHEpanbHOM
MAOTHOCTbIO KOCTHOM TKaHuu (MIIK). [MpuunHamu cHuxeHna MIIK  gensioTtca
LNUTENbHbIA  AedULMT TFOPMOHOB (B OCODEHHOCTM 3CTPOreHOB), aHOManuwu
X-xpoMocoMbl (rannoHepocTatodHocTb SHOX-reHa) u apyrue daktopbl (Hanpumep,
HM3Kas GU3MYecKas aKTUBHOCTb BCEACTBME CKENEeTHO-MblUEeYHOW AUCINa3uK).
HopManbHble mokasaTenu NOMOBbIX CTEPOMAOB B KPOBM MOBbIWAKT aKTUBHOCTb
0CTe061aCTOB M CHMXKAKT CKOPOCTb KOCTHOrO PEMOAENMPOBAHUSA. ITO MPUBOAUT K
ysenunyeruto MIK 1 noseonsietT npeaoTBpaTMTb 0CTEONOPOS.

He ycraHoBneHo koppenaumn Mexay nokasatenamu MIIK u BapuaHToM
kapuotuna npu CLUT. Y pnesouek ¢ CLUT co cnoHTaHHbIM My6epTaToM He HapyLlleHo
hopMMpOBaHME KOCTHOM MacChl U OTMeYeHa HopManbHaga MIK.
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Mpunoxcerue 1

Comarorpamma: cuHgpom Lepewesckoro-TepHepa
(cm)
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Mpunoxcerue 2

KpuBas ckopocTu pocTa:
cuHppom Lepewesckoro-TepHepa
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YyebHOe nsgaHue

ConHueBa AHxennka BukTopoBHa

COBPEMEHHbIE ACIMEKTbI
ANATHOCTUKW N JTEMEHWNA
CMHOPOMA WEPELWWEBCKOIO-TEPHEPA
Yy OETEVU

MNocobue pns Bpayen

OTBeTcTBEHHas 3a Bbinyck A.B. ConHueBa
Penaktop

MNocobue NoaroToBnAeHO npu nogaoepxke KoMnaHnm CaHpo3
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