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AHHOTALUA

Bpoxnennas auchynkius kopbl  HaamoudedHukoB  (BJIKH) WUJIN
aJIpCHOTCHUTAJIbHBI  CHHAPOM - TIpynma 3a00JieBaHUl C  ayTOCOMHO-
PELIECCUBHBIM TUIIOM HACJI€JI0OBaHUs, B OCHOBE KOTOPBIX JICKUT AE(HEKT OJTHOTO
u3 (epMEeHTOB WM TPaHCHOPTHBIX OEJIKOB, MPUHUMAIOIIUX Y4YacTHUE B
OMOCHHTE3€ KOpPTH30Jla B KOpe HaAMO4YeyHUKOB. CHIDKEHHE OMOCHHTE3a
KOPTH30J1a, COTJIACHO KJIACCUYECKOMY MPUHITUITY OOpAaTHOM CBSI3H, MPUBOAUT K
noBbiieHnto cekperuu AKTI u, kak ciencTsue, pa3BUTHIO TUIIEPILIA3UU KOPbI
HAJIMOYCYHUKOB U HAKOTUICHUIO METa0OJIUTOB, MPEAIICCTBYIOMNX Je(HEKTHOMY
ATaIly CTEPOUIOTEHE3A.

Bo MHOTHX CTpaHax Mupa COTJIaCHO NMPOBEJECHHOMY CKPUHUHTY IO Hanbosee
yacTto BceTpevaromemycss aepuuury depmenta 21-rugpokcunazel (B 95%
ClIyyaeB) YCTaHOBJIEHa 3a0osieBaeMOCTh 3ToW (opmbl matosmoruu BJIKH,
KOTOpasi B KJIACCUYECKOM BapHaHTE BCTpedaeTcss B 00Iel momyisiuuu y 1 Ha
14199 wHoBopoxnaeHHbiX. HM3yuenme koroptel gered ¢ BJIKH B
BenukoOpuTanuu mokaszajio, 4TO CMEPTHOCTh CpeIu HUX Oblla B TpU pasa
Boilie. B CIIIA 3a06oneBaemocth coctaBisieT 1 Ha 15 000 HOBOPOXICHHBIX.
KonnuecTBO MalbuMKOB M JIEBOYEK ONpEAENsieTcss B CoOoTHomeHun 1:1.
Jwnarnoctuka BJIKH cpeay ManpyuKoOB IpU pOKICHUN PE3KO CHUIKEHA, TaK KaK
OHHM HE UMEIOT KJIIMHUYECKUX CUMIITOMOB MPU BUPWIHHOU (hopMme 3aboJieBaHuUs
Y 4alle yMHUpPAKT NpU coibTepsromen. [1o3aHsas TuarHocTuka NpUBOAUT K
YMEHBIIEHUI0O KOHEYHOIro pocta pedeHka U pa3Butuio cumnromon IIIIP y
MaJIbBYMKOB 0 MU30CEKCYaJbHOMY, Y JE€BOUEK — IO F€TEPOCEKCYaJTbHOMY THITY.
CornacHo  MOCKOBCKOMY  PETHUCTPY  PacHpOCTPaHEHHOCTb  JEeTed ¢
KJIACCUYECKUMH (hOpMaMH B MOCKOBCKOM momyssinuu coctaBuia 5,8 Ha 100 000

JIETCKOT'0 HaCeJICHUs COOTHOIIIEHNE AeB/Mall cocTaBuio 1:0,83.



AHHOTALUA

byiipak yctm 06e3m myctm Tyrma gauchyHkmmscu  (BYBIIT/]) &xu
aJIPEHOTCHUTAJl CUHAPOM MHUrMa TylryH4ya Oyinu0, YHUHT PUBOXJIAHUII aCOCHIA
CTEpOouIap OnocuHTE3UAa UIITPOK ATaguraH (dbepMeHTIIapHUHT
CTUIIMOBUMIUTH €Taau. By cuHapoM ydyH KydWugaru Tpuajna Oenrunap —
KOPTHU30JI CUHTE3H Ba cekpenusicuHu Oy3unuiu, AKTIT MUKAOPUHUHT OPTHUILN
Ba bYDb mnycmnok xucmumum runepnasuscun xocaup. bYDBIIKT/L ayrocom
peleccuB paBHIlJia YTYBYM HACIUI KacaJTUK Oyian0, CTepouerenes3aa uiTpok
3TYBUM (EPMEHTIAPHUHI T€HETUK Ae(PEeKTH HaTWKacuaa lo3ara Kejaagu. ODHT
KEHT TapKajirad TypiapuaaH 21- ruapokcuiaza eTUIIMOBYMINTH XUCOOIaHa N
(90-95%)).

JyHEHUHT Kyl MaMmJlaKaTiapuaa BYBIITA 21-rugpoxcuiasa
CTUIIMOBUMIIUTH Oyirya yTKa3WiraH CKpUHUHI HaTIOKallapura Kypa, yMyMHM
MONYJIANUANA KAaCAUIMKHUHT Kiaccuk makiau 1:14199 wucbarnma yupaiau.
AKIII na xacamnanum 1:15000 aHucbataa yupa0d, yrun Oonanap Ba Ku3 Oosaiap
kacammanum  myHocabatu 1:1 ra Tenr. BVYBIITJ yrun OGonamapna
TAlIXUCIAHUIIK KaM OynuO, Oy yrun Oonajiapjia KaCaJUIMKHUHT BUPUI TypHUJa
KJIMHUK CUMITOMJIAPHUHT HAMOEH OyJIMacluTu Ba «Ty3 WYKOTYBUM» TypHUIaH
sca BadoT Oyiranauru OuiaH OOTIIHK.

BYBIIT/l xeu tamxucnanuiiu Oojanapaa OyWMHUHT mact Oyjau0 KOJUIIWTra
Ba  0apBakT >KMHCHI pHUBOXIJIAHUINTA OJUO Kenaau. bapBakT KUHCUUI
pUBOXJIAaHUINI YW1 Oojanapja H30CeKCcyald THUIla, Ku3 Oonamapjaa dca
reTepoceKcyas TUIIa Kedaau. MockBajgaru yTKa3wiraH perucrpra acocad 21
TUAPOKCUIAa3a ETUIIMOYMIIMKHUHT KJIacCUK TypuHHUHT Tapkanumu 100000
Oosanmap axosimcu opacuaa 5,8 Ta yupaiiau, 6yHna 80,3% Oonanapna «Ty3
nykotyBum» Ba 19,7% Bupun Typu Ky3aTwirad. Yrui Oonanap Ba Ku3 Oonanap
HucOatu 3ca 1:0,83 tamkwi stau. 29 Ta MamiiakaTiapia HEOHATaJl CKPUHHHT
nporpamMmacu kaOyn kwiuHraH. OJIMHTaH HaTwkallapra Kypa sSHTU TYTHJITaH
yakaJokiap opacuja 21 rugpokcuiiaza eTUIIMOBUWINTY IyHE MaMJilakaTiapu/ia

1:280 (Ansicka) nan 1:37220 (IBeitnapusi) raya HEUCOaTAQ yupaiu.



Abstract

Congenital adrenal cortex dysfunction (CACD), or adrenogenital syndrome, is a
group of diseases with autosomal-recessive inheritance based on the defect of
one of the enzymes or transport proteins taking part in biosynthesis of cortisol in
the adrenal cortex. Decrease of cortisol biosynthesis, according to the classical
feedback principle, leads to increase in ACTH secretion and, as a consequence,
to development of adrenal cortex hyperplasia and to accumulation of
metabolites, preceding the defective stage of steroids genesis.

According to the screening performed in many countries of the world on the
most widespread deficiency of enzyme 21-hydroxilase (95% of cases), the
classical variant of this form of CACD occurs at 1 of 14,199 newborns in the
general population. Studying of the cohort of children with CACD in Great
Britain showed that the death rate among them was three times higher. In the
USA disease occurs at 1 of 15,000 newborns. The number of boys and girls is
defined in the ratio 1:1. Diagnostics of CACD among boys at birth is
considerably low, as they have no clinical symptoms at virile form of the
disease, and die more often at salt-losing form. Late diagnostics leads to
reduction of final growth of a child and development of symptoms of pubertas

precox by isosexual type in boys, and by heterosexual type in girls.
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CIIACOK COKPAIIIEHUI

AKTI - anipeHOKOPTUKOTPOIIHBIM TOPMOH

al'PI" - aroHMCT rOHAOTPOIINUH - PUIIU3UHT TOPMOHA
A/l - aprepuaibHOE TaBIICHUE

AT'- apTepuasibHasi TMIIEPTEH3US

BO3- BcemupHas opranuzaius 31paBoOXpaHEHUs
BJIKH- BpoxxaeHHass AUCHYHKITHAS KOPHI HAIIMTOYCUHUKOB
['CIII" - rno6ynuH, CBA3BIBAIOIIUN MTOJIOBBIE TOPMOH
I'A — runepaniporeHUMUSA

I'uPI" - 'oHanOTpONUH-PUIIU3UHT TOPMOH

JAI'DA - neruaposnuaHpocTepoH

JNI'3A-C - nerumposanuanapocTepoHa cyibhar

JAI'T - mquruagpoTecTOCTEPOH

UMT - ungekc Maccel Tena

UTIDP - uncynuHono100HbIe (aKTOPhI pocTa
NIIDP-1 - uncynuHonoao0HbI# hakTop pocTta-1
NP - nHCYNTMHOPE3UCTEHTHOCTD

NCA — unnekc cBoOOOHOTO TECTOCTEPOHA

KA- xoaddurnient areporenoctu

KT- kommnbroTepHas ToMmorpadus

JII' - MIOTEeMHU3UPYIOIKUN TOPMOH

JIIIBII —stunonipoTen bl BBICOKOU IIJIOTHOCTH
JIITHII -nmunionporenabl HU3KOM IJIOTHOCTH

MPT- marauTHO - pe3oHaHCHas TOMOrpadus
HK-BJIKH- neknaccuueckas popma BJIKH

OLK- 06beM MUPKYITUPYIONIEH KPOBH

[IITP- npexxneBpeMEHHOE MOJIOBOE Pa3BUTHE

PHK- pubonykienHoBasi KUCIIOTa

C/I- caxapusriii nuader



CO - cranaapTHOE OTKIIOHEHUE

CPb- C-peakTuBHBIN O€IIOK

TI'- TpurmuupuabI

TTI'-THpeoTpOnHBIN TOPMOH

T4-Tupoxkcun

TOP - p - Tpanchopmupyromumii pakTop pocra-p
VY3U-ynbTpazByKOBOE UCCIEAOBAHUE

OCT - hOoUHKYIOCTUMYIUPYIOMIUH TOPMOH

XI' - XOpHOHUYECKHI TOHATOTPOIHH

XC- o0mmii xosecTepuH

LITA - nunpoTtepoHa anerat

D3 — STUHWIACTPAANOI

OU- 311 1eMUOIOrHYECKOE UCCIIEI0BAHUE

HAM® -nukInyeckuil aaeHo3uH MoHodocdat

CYP17- ren 17anbdha-ruapokcuiassl

SRY reH - reH, onpenensonmi moJIoBOe pa3BUTHE 10/
SDS- Standart Deviation Score- ko3¢ GUIMEHT CTaHIaPTHOTO OTKJIOHCHUS
17-OH- 17-ruapokcunporecTepoH

21 —OH- 21 rugpokcunporecTepox

P450C17- nuutoxpom , akTuBUpYyromuii pepMeHT 170 — ruapoKcuiasa



BBEJIEHUE.
AKTyaJlbHOCTH MPo0JieMbl. BpoxxneHnHas nucyHKIUs KOpbl HAAMOYEYHUKOB

(BAKH) wnam aapeHOreHUTAIbHBIM CUHAPOM - rpynmna 3a00JeBaHUNl C
ayTOCOMHO-PEIIECCUBHBIM THUIIOM HACIEJOBaHUSl, B OCHOBE KOTOPBIX JICKHUT
nedekT omHoro u3 (EPMEHTOB WM TPAHCIOPTHBIX OEITKOB, MPUHUMAOIINX
ydyacTue B OHOCHMHTE3€¢ KOpPTH30Jla B KOpE HAANOYEHYHUKOB. CHUKEHHE
OMOCHHTE3a KOPTHU30Jia, COTJIACHO KIJIACCUYECKOMY MPUHIIMITY OOpaTHOM CBSI3H,
npuBoauT K mnosblieHHto cexkpeunmu AKTIT u, kak crmencrtsue, pa3sBUTHIO
TUMEPIUIa3u  KOpPhl  HAATNOYEYHMKOB M HAKOIUICHHWIO  METabOJIUTOB,
MPEAIIECTBYIOMUX AePEKTHOMY dTaIly CTEPOUIOTeHe3a.

OCHOBHBIE TUTIBI BPOXKACHHON AUCHYHKIIUU KOPBI HAATIOUYEUYHUKOB:

l.nebunur StAR-mpoTenHa (IunouaHas TUMNEPIUIa3us KOPbl HAANOYECYHHKOB,
cunapowm IIpanepa);

2.nedunut 3B-ruapokcucrepouaeruaporetassl (38-HSD);

3.nedunut P450c17 (17a-ruapokcunaszel/C17,20-muaser; cunapom buriauepn);
4.nedurut P450c21 (21-runpokcumnasbl): COIbTEPSIONIAs, IPOCTas BUPUIIbHAS U
HeKJ1accuueckas (rmoctmyoepraTHas) (GOpMBI;

5.nedurut P450c11 (11-rugpokcunassl).

Camoit  pacnpoctpanenHot ¢opmoit BJIKH (90-95%) sBnsercs 21-
TUAPOKCUIIa3HAs HEJOCTATOYHOCTb.

Bo mMHOTHX cTpaHax MHpa COTJIaCHO MPOBEJACHHOMY CKPUHHUHTY IO HauboJsiee
yacTo BcTpevaromemycs neduimrty depmenta 21-ruapokcunazsl (B 95%
Clly4aeB)  yCTaHOBJeHa 3abojeBaeMocTh 3ToM (opmber matosoruu BJIKH,
KOTOpasi B KJIACCUUECKOM BapUaHTE BCTpeuyaeTcs B oOmied nomyssuuu y 1 Ha
14199 HoBopoxkaeHHbIX. HM3yuenue koroptel gered ¢ BJIKH B
BenukoOputanun mokaszajio, 4TO CMEPTHOCTh CpeAu HUX OblJa B TpPU pasa
Beilie. B CIIIA 3ab6oneBaemocth coctaBisieT 1 Ha 15 000 HOBOPOXXICHHBIX.
KonnuecTBO MallbuMKOB M JIEBOYEK OMNpPEAENsieTcs B COOTHomeHun 1:1.
Huarnoctuka BJIKH cpeny MaapunMKoB MPU POKICHUN PE3KO CHUKEHA, TaK Kak

OHU HE MMEIOT KJIMHUYECKUX CHMIITOMOB MpPH BUPUIBHON (opMe 3a0oieBaHus



W Yallle YMHUpPAIOT Opu cosbTepsitomieid. [1o31HsIs TuarHocTUKa MNPUBOJIUT K
YMEHBILIEHNWI0O KOHEYHOrOo pocTa pebeHka u pas3Butuio cumnromo [IIIP y
MaJbYMKOB M0 HM30CEKCYabHOMY, Y JIEBOYEK — MO IeTEPOCEKCYaTbHOMY THILY.
CorylacHo  MOCKOBCKOMY  PETHCTPYy  paclpOCTPaHEHHOCTh  JETe  C
kinaccuyeckumu  ¢popmamu 21— THAPOKCUIIA3HOM HENOCTATOYHOCTH B
MOCKOBCKOM momnyJisiniu coctaBuiia 5,8 Ha 100 000 meTckoro HaceneHus, Mpu
atom 80,3% nereir mmenu conbTepsronlyo dopmy 3aboneBanus u 19,7% -
BUPWJIbHYIO; COOTHOIIIEHHE KeH/Myx cocraBwio 1:0,83 ( I[upsesa JILU.,
[To3zgusakos A.M. 2005);

N36exaTh  AMArHOCTHUYECKUX  OMIUOOK MO3BOJISIET  MPOBEACHUE
HEOHATAJIBHOIO CKPUHMHTAa Ha BbIsIBICHUE nedummta 21-TUApOKCHIA3bl, B
OCHOBE KOTOpPOTO JIEKUT ONpEIEICHUE B CYXOM IISITHE KpOBH Ha
GbuIBTPOBAILHON OyMare BBHICOKO CHEIM(GUYHOTO M YyBCTBUTEIHLHOTO MapKkepa
TOPMOHAJIBHOW JUArHOCTUKU — BBICOKOTO ypOBHs 170kcunporecrepona. Meton
npenoxkeH B 1977 rogy, k 1991 rogy nporpaMMmy HEOHATaJIBHOTO CKPUHWHIA
Ha 170H nporectepon BHempuiau 29 crtpan mupa. Yacrora nedunmra 21-
TUAPOKCUIIa3bl B MUPE YpE3BbIUAHO BapuaOesbHa W MO JAHHBIM Pa3IUYHBIX
3apyOEKHBIX aBTOPOB B KJIACCHUYECKOM BapUaHTE, YCTAHOBJICHHOM B XOJI€
HEOHATaJIbHOTO CKpHHUHTa, cocTtaBisger oT 1: 280 (Amsacka) mo 1: 37 220
(IIBeiinapust) HoBopoxieHHbIX nered. (Mmarosa O. E., 2009).

B Poccuu ckpununr Ha BJIKH naudat B 2006 rony. Oxugaemas yactora BJIKH
B Poccuu, kotopas OyaeT BbIsBI€HA MO pe3yiabTatam ckpunuHra:l:10000-
1:15000 HOBOpOXAECHHBIX. B ApxaHreiabckodl 00J1acTH pacnpOCTPaHEHHOCTh
KJIAaCCUYECKUX (OPM BPOXKIACHHOW IUCHYHKIIUM KOPBHI HAIMOYECYHUKOB I10
neduiuty 21- rugpokcunasel  coctaBuiia 7,2 ciydas Ha 100 000 merckoro
HaceneHus. YacTtoTa BPOXKACHHOW IUCHYHKIIMM KOPHI HAIANOYEYHUKOB Y

HOBOPOXKJIEHHBIX cocTaBwia 1: 5 934 no manneim ckpunuHra. (Mnarosa O. E.,

2009).



eanb uccaenoBaHus.

N3yunth xapakrep kimHuuYeckux mposisneHni B/IKH y meren m moapocTtkoB
(mo nedunutry 21 TrUAPOKCHUIIA3bI) COTJACHO JI@HHBIM PETPOCHEKTUBHOTO
aHaIu3a.

3ajgauu uccaeI0BaHUA.

1. M3yuuth pe3ynbTaThl perpocnekTuBHOro aHanm3a BJIKH (P450c21) y
JIeTel ¥ MOJIPOCTKOB 1o oOpamaemoctu B kiuHuky PCHIIMIID.

2. AHTPOTIOMETpUYECKHE M KIMHUYECKHE XapaKTEPUCTUKH JeTell U
noapoctkoB ¢ B/IKH no aepunuty 21 rugpokcunassl (P450c21).

3. AHanu3 TOpMOHAJIBHBIX TIOKa3aTenen y aerei u moapoctkos ¢ BJIKH mo
nedunuty 21 runpoxcunaszel (P450c21).

MarepuaJibl 1 METOAbI HCCJIEIOBAHMS.

HccnenoBanue miaHupyeTcs MpoBecTH y Jneted u moapoctkoB ¢ BJIKH mo
nedunuty 21 rugpokcunaszsl (P450c21), mnonyyaBmuX JieYeHUE B OTACICHHUU
JETCKOM 3HJIOKPUHOJIOTHH PecnyOauKaHCKOro crnenuajn3upoBaHHOTO HAYYHO-
MPAKTUYECKOTO MEIMIIMHCKOTO IeHTpa sHJAoKpuHoJorun B 2011 - 2013rr, a
TaK)Xe U3 apXUBHBIX MaTepuanoB ucropuu 0oneznerd PCHIIMIID 3a nocnennue
10 net (2001-2011 rr.) .

* 1. Co3ganue npoToKOIa UCCIEIOBAHUS ISl PETUCTPALIMM U MOHUTOPUHTA
nereit u noapoctkoB ¢ B/IKH no negumuty 21 ruapokcunassl (P450c21)
y 30 GOJIbHBIX.

e 2. BeikonupoBKa JaHHBIX apXMBHBIX MaTEPUATIOB HCTOPUU OOJE3HEH y
neteit u noapoctkoB ¢ BJIKH no nedumuty 21 ruapoxcunassl (P450c21)
3a nocaeanue 10 ner 8 PCHIIMIID.

* 3. OGcnenoBanue OONBHBIX COTJIACHO pa3pabOTaHHON aHKETE C y4eTOM
KIIMHAYECKUX (POCT, BEC, MHJIEKC MACChI TeJia); TOpMOHAIBHBIX (17 anbda
ruapokcunporectepoH, 17 KC mouu, koptu3zon, Tectoctepon, JII', ®CT);
uHcTpyMeHtanbHbix  ( Y3U, KT/MPT nHaamoueyHukoB/runodusa,

pPEHTreH (ueperna, KUCTH PYK C OMpeereHueM KocTHOro Bo3pacta), KT,

10



POT', peduekcomerpus ); KOHCYyJbTalMU (HEBPOMATOJIOTA, THHEKOJOT/

ypOJIOT, T€HETHUK); ONPEACIICHUE KapUOTHUIIA.
Hay4ynasi HOBU3HA pe3yJIbTATOB MCCJICIOBAHUS.
JlaHHOE€ WUCClEeNOBaHHWE TO3BOJIMT HA OCHOBAaHUM W3YYEHUS APXUBHBIX
MarepuasioB 3a mociaeanue 10 mer (2001-2011 rr.) mnpoBectn aHaIu3
KIMHUYECKUX M TOpMOHalbHBIX ocobeHHocTedt BJAKH 1o nedurury 21-
TUAPOKCHIIA3HI.
OcHOBHBIE N0JIOKEHUSI, BBIHOCUMbIe HA 3amuTy 1. Y GonbIIMHCTBA JETEH ¢
BJIKH wnabnrogaeTcss 4actoe HACTYIUICHHE MPU3HAKOB MPEKICBPEMEHHOIO
MIOJIOBOT'O Pa3BUTHS U paHEe 3aKPBITHE 30H POCTA.
2. CBoeBpemeHHas nuarHoctuka u jeyenue B/IKH cnocobcTByer ymeHbleHHIO
npu3HakoB [IIIP u onTuMansHOMY IPOrHO3Y KOHEYHOTO POCTA Y IETEN.
Bueagpenne B mpakTHky. Pe3ynbTaThl  MCCIENOBaHUS — TO3BOJIAT
ONTUMHU3HUPOBATh OKA3aHHE JUArHOCTUYECKOW M JieueOHO- MpOodUIaKTUYECKON
oMoty aetsMm u nogapoctkaM ¢ BJIKH no neduruty 21- ruapokcunassbl.
AnpoOauus auccepranuu. Martepuansl JUCCEPTALNN T0J0KEHBI HA
KOH(pepeHIMH MOJIOJBIX YUEHBIX « AKTYaJbHbIE MPOOIEMbl SHAOKPUHOJIOTUN,
npoxoausiien B HoaOpe 2012 roga. Takxe Ha kadenpaibHOM coOpanuu 18
ampens, mpu ydactuu 3aB. kadeaps! npod. Ucmannos C.1., noueHt kadeapbl
n.M.H. Xaiinaposa @.A., k.M.H. Axmeznona [I1.Y., acc. kadenpsl TammmanoBa
A.B., a Take y4acTBOBAJIA CTYAEHTHI MarucTpaTypbl U KIMHUYECKHE
OpAUHATOPHI Kadeapbl SHAOKPUHOJIOTUHU C AETCKOM 3HIOKPUHOJIOTHEH
TamlIMU.
Crpyktypa marucrepckoii amccepraumm. PaGora cocroutr U3 BBEACHHS,
o030pa JuWTepaTypbl, MaTepHalia M METOJOB UCCJIEIOBaHUS, 3 IJIaB
COOCTBEHHBIX HCCJICIOBAHUN, BBIBOJOB, MPAKTHUYECKUX PEKOMEHIAIUNH U
cucka  jutepatypbl.  Jluccepranus — u3nokeHa Ha /9 cTpaHHUIAx
KOMIIBIOTEPHOTO TEKCTa, WJUIIOCTpUpOBaHAa 8 TalOimuuamMu U 9 pHUCYHKaMH,
oubnuorpadus coaepkuT /8 UCTOUHUKOB, 3 HUX 40 oTeuecTBeHHOW, U 38

3apyOeKHOMN JTUTEepaTyphI.
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Myonukanuu. Ilo Teme auccepTanyu omyOJIUKOBaHO 2 MEYaTHBIX PaboT.
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'JIABA |
OB30OP JIUTEPATYPHI
1.1Konuenuus gajbHeiero yriayojgeHus JeMOKpaTu4eckux pegopm u
(opMupoBaHus rpaxkIaHCKOro 001IeCTBA B CTPaHe

Kak u3BecTtHO, Y30€ekucTaH mociie JOCTHXKEHHSI HE3aBUCHMOCTH B 1991
rojly, OTKa3aBIINCh OT H3IKHUBIIEH ceOs TOTATUTApHOW aJIMUHUCTPATUBHO-
KOMaHJTHOHM, TIJIAHOBO- PACIPEACITIUTEILHON CHCTEMBl H30pal COOCTBEHHYIO
«y30€KCKYI0 MOJieIb» pa3BuThs[l]

B noxnane Ilpesunenra Pecniyonuku Y36ekuctan Mcnama KapumoBa Ha
COBMECTHOM 3acelaHuu 3akoHopaTenbHOW manatel 1 Cenara Omuit Maxnuca
Pecny6iuku Y30ekucrtaH, ObLITH OTPaXKEHBI CYyTh U COJIEp)KaHUE pa3pabOTaHHOU
U peagu3yeMou CeroiHs MOJIENU - 3TO KapIMHAJIbHOE U3MEHEHUE U OOHOBJICHUE
rOCyJJapCTBEHHOTO M KOHCTUTYLIHMOHHOTO  YCTPOMCTBa,  peanu3aius
MOJIMTUYECKUX, PKOHOMHUYECKUX M COLHUAIBHBIX pedopm, Oa3upyromuxcs Ha
TaKuX TPUHIMNAX, KaK JEUJe0J0THU3alus YKOHOMUKU U €€ MPUOPUTET Hal
MOJINTUKOM, BO3JIOKEHUE Ha TOCYAapCTBO POJIH TJIaBHOTO pedopmaTopa, TO eCTh
(GyHKUMM MHHMLIMATOpa W KOOpJuHaTopa pedopm, obecrieyeHuE BEPXOBEHCTBA
3aKOHA, OCYIIECTBJIECHUE CHJIbHOW COLMAIbHON MOJUTUKH, MO3TAMHOCTh U
MOCTETIICHHOCTh POBOIUMBIX pedopm [1,2].

N.A. KapumoB B CBOEM [OKIAI€ TaKKe IMOAYEPKHYJI, YTO B BEK
rinobanu3anuu U Bc€ 0oJiee YCHIIMBAIOIICHCS KOHKYPEHIIMH MBI OO0s3aHbI
pealbHO U CaMOKPUTHYHO OLIEHUTh CBOE MECTO B IMPOMCXOSAIINX CETOAHS B
MHUpE KapJWHAJIbHBIX TEepeMeHaxX, UATH B HOTY C PacTyIIMMHU TpeOOBaHUSIMU
BPEMEHU.

’Ku3Hb HUKOTJ]a HE CTOUT Ha MECTE U BBIMTPHIBAET Ta CTpaHa, TOT HAPO/I,
KOTOPBI HMEeT TIyOOKO TMPOAYMaHHYIO TIpOrpaMMy M CTpaTeruro eé
peanu3anuy, UMEIINIYI0 YETKHE OPUEHTUPHI U MPUOPUTETHI, © YTO OCOOCHHO
BAXXHO pPabOTAIONIyI0 Ha YHPEXKICHUE BO3MOXKHBIX KPHU3UCOB M Pa3TUYHBIX

KaTaKJIM3MOB, B3JIETOB U MAJACHUA MUPOBOK 3KOHOMUKH [1,2].
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Bo ucnonnenne 3anau «HanmonansHOM NMPOrpaMMel 1O MOATOTOBKE KaJIpOB» B

CBETE€ BBIIOJHEHHUS TOCYJApCTBEHHOM IpOrpamMMbl MO  JajdbHEHIIEMY
pedopMUPOBAHNIO CUCTEMBI 31]PABOOXPAHEHUS U B COOTBETCTBUH ¢ 3aKOHOM «O0
oOpazoBanun» B PecnyOminke Y30eknucTaH MOArOTOBKA MEAUATPUUECKUX KaIpOB
OCYIIECTBIISIETCS TI0 IBYXYPOBHEBOU cHUCTEME ([OJUILIOMHOE M MOCTIUIIIIOMHOE
obpazoanue) [1].
OCHOBHOI LIENBIO CYIIECTBYIOIIEH CUCTEMBI MOATOTOBKHA NEAUATPOB SIBISETCA
yIIy4lIE€HUE COCTOSIHUSA KaJIpOBOTO oOecrieyeHust YUPEKICHUM
3[paBOOXpAHEHUs] Il OKa3aHUs JIeTAM M [OAPOCTKAM  JOCTYIHOM,
KAUE€CTBEHHOM, BBICOKOKBAIM(PUIMPOBAHHONW, CBOEBPEMEHHOW MEIUIIMHCKOM
IOMOIIH, YJIYYIIEHHE COCTOSIHUS 3/I0pOBbsl OOIIECTBA B ILIEJIOM U KaXJOrO
IpakJaHWHA B OT/AEJILHOCTH.

['ocynapcTBeHHbIE MPOTrpaMMbl U JOKYMEHTBI B 00JIaCTU OXpaHbl 30POBBS
Mareperl M JAETel, PEerIAMEHTHPYIOIIME TaKK€ BOIPOCH CTUMYJIMPOBAHMUS
ITPYAHOTO  BCKapMJIMBaHMs, KOHTPOJsA  JeQUIUTAa KU3HEHHO  BaXKHBIX
MUKpPOAJIEMEHTOB, TMOCTOSSHHOTO MOHUTOPHWHIa pOCTa M pPa3BUTHUS JETEM,
nporarasfia 3J0poBoro oOpa3za >KM3HM Cpeaud oOIlecTBa, a Takxke psij
WHUIMATUB 10 MPOJIOBOJILCTBEHHON 0€30IaCHOCTH, BHECIU M BHOCAT OOJBILON
BKJIAJ] B YJIy4IlIEHUE KayecTBa KU3HU HaceJleHUus ¥Y30eKucTaHa.

B pecny0Onuke co3maHbl OCHOBBI 3aKOHOJIATENIbHOW M HOPMAaTHUBHOW 0a3bl B
o0nactu 6€30MacHOCTH M KadecTBa NuieBoil npoaykuuu. [Ipunster 3akonsl «O
cepTu@UKaud NPOAYKIUN», «O CAHUTAPHO-AIUAEMHOJOTUYECKOM HA/I30pe»,
«O mpodunakTuke 3a00JIeBaHUM, BBI3BAHHBIX JAeULIUTOM Homa», B
COOTBETCTBUM C KOTOPBIMH, KaKJIOMY MKHUTEIIO CTPAaHbl FapaHTHUPOBAHbI IpaBa
Ha COXPAaHEHHME M YKpEIUICHHE 3/I0pOBbsi, YJy4llleHUs NuTaHus. BHeceH Ha
paccmotpenue B Onuit Maxmmc 3akoH «O npoduiakTuke MUKPOHYTPUCHTHON

HemoctarouHoctu» [1,2].
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1.2. BpoxneHHast TMCPYHKIHSA KOPbI HAINMOYeYHUKOB: Gopmbl,
NaTOreHeTHYEeCKHE ACIEKTHhI.
Bpoxnennas auchynkius kopbl HaamnodeyHuka (BJIKH) — »1o rpynma
3a00JIeBaHUN C AayTOCOMHO-PEIECCUBHBIM THUIIOM HAcJl€IOBaHUsA, B OCHOBE
KOTOPBIX JIEKUT AePEKT OAHOro U3 (HEepPMEHTOB WM TPAHCIIOPTHBIX OEJIKOB,
NPUHUMAIOIINX YY4acTHe B OMOCHHTE3€ KOPTU30Jia B KOpPE HAAMOYeuHUKOB [9].

[lepBoe onmucaHue manueHTa C JAHHBIM CHUHAPOMOM OTHOCHUTCSI K CEpeINHE
XIX Beka. B 1865 r. utanesackuii anatrom Luigi De Crecchio onucai manuenTa
MY’KCKOTO TI0JIa, KOTOPBI yMep MpH SIBICHUSIX «aJWUHAMUU U PBOTHI», MpHU
BCKPBITUHM Y HETO ObLIM OOHApY>XEHbI BHYTPEHHHUE >KEHCKUE TOJIOBBIC OpPTaHbI
[18]. Yxe B konme XIX Beka Obula BBISBICHAa B3aWMMOCBS3b JKEHCKOTO
ncepaorepMadpoauTU3Ma ¢ TUIEpIUIa3uend HaanoyeyHukoB. B Hayane XX Beka
MOSIBUJTUCH COOOIIEHHSI O CBSI3M MPEXKIACBPEMEHHOTO IOJOBOIO Pa3BUTHS Y
MaJb4YMKOB C THIEPIUIa3uel, Uiu 00beMHBIMU 00pa30BaHUSIMHU HAAIOYECUYHUKOB.
CoueTtanne B OJHOM CE€MbE JI€BOYEK C repmMadpoJIUTU3MOM M MaJbUHUKOB C
MpPEXKIECBPEMEHHBIM  TOJIOBBIM  Pa3BUTHEM  MO3BOJWJIO  PpsIy  aBTOPOB
MIPEANOJIOKUTD EAUHYIO0 BPOKIACHHYIO IPUYHMHY JaHHBIX cocTOosiHUM. B 1912 .
A. GallaisBnep BriepBbic BBeJI TEPMHUH aIpCHOTCHUTAIBHBINA cUHIpoM [18].

B oreuectBennoii nureparype O.B. Bepemmnckuii B 1924 r. BnepBbie
0000mun 12 cimydaeB HaANOYEYHO- MOJOBOro cuHApoma. B paborax 1920—
1930-x rr. omHOrO M3 OCHOBaTejel coBeTckoi meauaTpuu B.M. MondanoBa u
BBIIaronerocs mnarojora M.B. JlaBBIIOBCKOTO MMEIOTCS IONBITKH OOBSCHUTH
MPUYUHY aJPEHOTEHUTAIBHOTO CUHAPOMA.

PazButre O6moxumuu u (hpapMakoJOTUN TIOJIOKHIIO HAdajJo HOBOMY JTamy B
W3YYEHUH  aJIpEHOTeHUTaIbHOrOo  cuHapoMa. CHHTE3 U KIMHUYECKOE
NpUMEHCHHE KOPTHKOCTEPOMIHBIX MpernaparoB, 3a kotopoe P. Hench u E.
Keqdall B 1949 r. momyumnum HoGenesckyio mnpemuio [18], mo3Bonuio
HSHAOKPUHOJOTaM HE TOJIbKO YCTaHOBUTb OJTHOJIOTMI0O W  MAaTOreHe3
aJpPEHOT€HUTAIBHOTO CUHAPOMA, HO U MPOBOJAUTH NATOT€HETUYECKYIO TEPAITHIO

naHHoro 3aboneBanms. F. Bartter w L. Wilkins mnepBeiMu  cBsi3aiu
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aJIPEHOTCHUTAIIBHBIN CUHIPOM C JedurnuroM " (pepMEeHTOB, 00ECIICUNBAIOIINX
cuHTe3 KoptHu3oya. Haumnaas ¢ 1950-x romos, chopMyIMpoBaHO COBPEMEHHOE
ompenesieHne BpOXKIeHHONW aucyHkiuu kopbl HaganmoueunnkoB (BJIKH) kax
rpynnbl 3a00JIEBaHUM C ayTOCOMHO-PEIIECCUBHBIM THUIIOM HACIEOBAHUS, B
OCHOBE KOTOPBIX JISKUT AE(HEKT OJHOrO M3 (DEPMEHTOB WM TPAHCIOPTHBIX
OelKoB, NPUHUMAIONIMX Yy4yacThe B OHMOCHMHTE3€ KOpPTHU30Jia B  KOpe
HaJIMTOYECYHUKOB.

C 1951 r. B neuenun BJIKH c¢ xopommum 3ddekToM NTpUMEHSIOT
KOPTUKOCTEPOUTHBIE MpenapaThl. Cunres CTEpOUIOB c
MUHEPAIOKOPTUKOUJIHOM  aKTUBHOCTBIO  TMO3BOJMJI  MPOBOJUTH  TaKKeE
3aMECTUTENIbHYI0 TEpaIvio Mmpu JedUIUTE aabJOoCTepOHa, YTO OOECHeynsio
BBDKHBAEMOCTD MALIMEHTOB C COJIbTEpsItolei popmoii 3a00IeBaHusI.

PazButne 6moxumun B 1950—1960-x rr. obGecneynsio HOBYIO CTYII€Hb B
SBOJIIOIIMKM HAIIUX TMPEACTABICHUN 00 aIpeHOTreHUTaIbHOM cuHapome [18].
Ucnonb3oBanue mMeTona xpomaTtorpaduu, mpeasioxKEeHHOTO elle B Hayane XX
BEKAa, YCIICIIHO pa3BUBajoCh B 1950-X r. M HALIO MIMPOKOE MPUMEHEHUE IJIS
pa3/ielieHus] CTEPOUAHBIX COEIUHEHUM, BBIJICICHHBIX U3 KPOBU MAIMEHTOB C
BJIKH.

B 1977 r. BepBbie cTa)l JOCTYIEH MIPOCTON M HAJEKHBIN METOJ CKPUHUHTA
21-TUIpOKCUIa3HON HEAOCTaTOYHOCTH, OCHOBAHHBIM Ha HWCCienoBaHuu 17 -
THIPOKCUIIPOTECTEPOHA PATUOMMMYHHBIM MeTOoI0M [18]. TlepBhiit MUITOTHBII
MPOCKT HEOHATaJbHOIO0 CKPUHUHTA OBbUT OCYIIECTBJIEH Ha AJISICKE B
MOMYJISIUAM  3CKUMOCOB, OTJIMYAIOIIEHMCS BBICOKOM YaCTOTOM JAHHOMU
narojorud. [To pe3ynbTaTaM T1aHHOTO MPOEKTa, 4acToTa 21 - THIPOKCUIIa3HOM
HEJIOCTATOYHOCTH  CPEAM  3CKHUMOCOB  AJIACKH coCTaBHIa 1:280
HOBOPOX/JICHHBIX U B HACTOSILEE BPEMs OCTAETCA CAMOM BBICOKOM 4YaCTOTOM
JaHHOM maTojoruu B Mupe [18].

B 1980-¢ rr. nHayamace HOBas 3pa B M3YYEHHH aJPEHOTCHHUTAIBHOIO

CUHIpPOMA, CBf3aHHas C YCIEXaMM MOJIEKYJSIDHOW TI'€HETHKU. bbun

KJIOHUPOBAHBI T'€HbI, KOJUPYIOIIKe (PEpMEHTHI CTEpOUIOTeHe3a, U pa3padoTaHa
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METOJMKAa  MOJIEKYJISpHOM  auarHocTukud ans  Bcex ¢opm  BJKH.
HeoxuganHocTeio okazanochk oTcyTcTBHe MmyTamuii B rene CYP11Al vy
[AIIMEHTOB C JIMIIOWJHOW THUIEpIUIa3sueld HaANO4YeYHUKOB. JlanpHenne
UCCJENOBAHMS JOKa3ajdd, 4YTO B OOJBUIMHCTBE CIy4aeB K JIMIIOUIHOU
TUIepIUIa3ud  HaAMoYeyHUKoB  mpuBoauT  gedpext  STAR-mporeuHa,
00€eCIeYnBAIOIIETO TPAHCIOPT XOJECTEPUHA HA BHYTPEHHIOID MEMOpaHy
MUTOXOHJIPHM, TJI€ OH CTAHOBHUTCS JOCTYMEH Il Bo3jaelicTBusa depmenta 11la-
ruapokcuiassl [18].

B nocnegHee aecsaTuiieTHe OCHOBHBIE YCHIIMSA Bpadeld ObUIM HANpPaBIICHBI
Ha ONTUMU3ALMIO TEpanuu aJpPEHOT€HUTAJIbHOIO CHHIApPOMA, JJIUTEIBHOE
KaTaMHECTHYECKOe HAOJIOJIEHUE BBISIBHIIO OCIOXHEHHS UM HEJOCTATKU
CTaHJAPTHBIX CXEM Tepanuu. B pomnonHeHue K TIIIOKOKOPTHUKOWIHOW TEeparnuu
OBbUIO MPEUIOKEHO UCIIONb30BaHKUE MIPENApaTOB TOPMOHA POCTa B COUETAHUH C
MIPOJIOHTUPOBAHHBIMH aHAJIOTaMHU JIFOJIMOEPUHA C IEJIbIO YIIYUIIIEHHUS] POCTOBOTO
nporHo3a nainueHTtoB [19]. B cragum kiIMHWYECKOW ampobanuy HaxoasTCs
HOBBIE TIFOKOKOPTHUKOUIHBIE npenaparTsl c M3MEHEHHBIMU
(bapmakouHAMUYECKUMH XapakTepuctukamu [20].

B nacrosee Bpems pUHATO BbIAETATH S BapuanToB BJIKH:

1. nepurmmr StAR-nporenHa (JumonaHas TUNEPIUIa3Usi KOPHI HAJIIOYEYHUKOB,
cunapowm llpanepa);

2. nebunut 3B-ruapokcuctepouaaeruaporetassl (38-HSD);

3. nedurut P450c17 (17a-ruapokcunaspl/C17,20-nmua3el; cunapom burnuepn);
4. nedpunutr P450cl1 (11-ruapokcumnasbr).

5. nmedwurur P450c21 (21-ruapokcuiassr) [1].

Hedurut StAR-tipotenna (Hepocratounocts 20,22 mecMoiia3bl) — peKas u
HamOoJiee Tsokenass opMa BPOXKIACHHOW THUIEPIUIA3WK KOPHI HAJAIOYECYHUKOB,
XapaKTepU3yIOIIasics MOpakeHueM OMOCHHTE3a BCEX KJIACCOB CTEPOUIOB Kak B
HAJIMOYEYHUKAX, TaK U B TOHA/JaX, YTO MPUBOJMUT K BBIPAXKEHHOW MHHEPAJIO- U
TIIFOKOKOPTUKOMIHON HEAOCTaTOYHOCTH y JeTeil 000ero mosia ¢ mepBbIX JAHEH

xu3Hu. Jlebexkt StAR-mpoTemHa Ha TepBBIX ATanax pa3BUTHS 3a00JieBaHUs
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IPUBOJUT K BBIPAXKEHHOMY, HO HE TOTAJbHOMY MOPAXEHHUIO CTEPOUTHOU
cekpeuuu. bone3Hb OOBIYHO TMPOSIBISIETCS y HOBOPOXKIECHHBIX —TSDKEIION
HAJINIOYEYHUKOBON HEIOCTAaTOYHOCTHIO. [10CKOIBKY CTEpOUIOTeHE3 B MOJOBBIX
Keye3ax HapylleH, JIeTH C TeHEeTHYECKHMM MY>KCKHUM IO0JOM OOBIYHO HMEIOT
KEHCKHM (DeHOTHUI, XOTS HMHOTJa OTMEYaeTcs Jierkas Bupwinsauus. [loutu
BCETJIa OTMEUACTCs 3aJIeprKKa MOJI0BOro pa3BuTHs [6,17].

Hedbunur 30era- TUAPOKCUCTEPOUIACTUIPOTCHAZHI. 30era-
TUAPOKCUCTEPOUIIETHIPOTEHAa3a — OSTO MHUKPOCOMAIbHBIA  (epMEHTHBIN
KOMILIEKC ~ BKJTIOYAIOMHH  30eTa-OKCH-IeNbTa -CTePOMICTHAPOreHasy M
nenbra’ [ genbra’-n30Mepasy. JTOT KOMIUIGKC MPEBPAINACT MPErHEHOIOH B
IpOrecTepoH, 17-TUAPOKCUNPETHEHOIOH B 17-TUAPOKCUIIPOTECTEPOH U
JETUIPOITHAHIPOCTEPOH — B aHAPOCTEHANOH. B HagmoueyHnkax u MOJIOBBIX
xKeye3ax MPUCYTCTBYeT 30era-ruapokcucrepouernaporenasa tuma ll, a B
TpodobiacTe W KUPOBOM TKaHU — 30€Ta-rUIPOKCUCTEPOUIETUAPOTreHa3a
tuna [. I'maBHyto ponb B crepouporesese urpaer ¢epment Ttuna Il. Ero
HEJ0CTAaTOYHOCTh NMPUBOJUT K CHUKEHHUIO CUHTE3a KOPTH30J1a, allbJIOCTEPOHA, a
TaKKe MOJIOBBIX TOPMOHOB, oOpa3zyromuxcs JUCTalbHEe
JETUIPOITHAHIPOCTEPOHA. Y OOJBIIMHCTBA JIeTEH ¢ HEJOCTaTOYHOCThIO 30eTa-
T'HJIPOKCUCTEPOUACTUAPOTEHA3bl HAOMIONAETCs CUHAPOM MoTepu cosiu. B To
K€ BpeMsl Y HEKOTOPBIX OOJIbHBIX IKCKPEIUs allbJJOCTEpOHa HE HapylleHa. Y
OOJBHBIX MabYMKOB MMEIOTCS HApYIIEHUs MOJ0BOM uddepeHIupoBKu: OT
MY>KCKOTO (PEHOTHTIAa C THUMOCMAIHe — 0 TMOYTH HOPMAIBLHOTO >KEHCKOTO
deHoTuna (9TO yKa3blBaeT Ha BapuabeNbHOCTh (EPMEHTHBIX Ae(EKTOB B
snyKax). BropuuHble mojioBble MPHU3HAKUW MOTYT Pa3BUBATHCSI HOPMAaJIbHO, HO
00BIYHO oOTMeuaeTcst ruHekoMactuga. OrmMcaHa HEIOCTATOYHOCTH 30era-
T'HJIPOKCUCTEPOUACTUAPOTEHA3bl ¢ HapylleHneM cuHre3a Cp;-CTepousoB, HO
6e3 Hapymenuit cuareza Cig-creponioB [17].

Henocrarounocts 17anbda-ruapokcunassbl. 17ansda-rugpokcunaza — 3TO

MUKPOCOMAJIbHBIN (PEPMEHT, KaTATU3UPYIOMINMA 2 THITA PeaKIuil:
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a. IIpeBpamieHue NperHeHoJ0Ha U MPOreCTEPOHA COOTBETCTBEHHO
B 17-ruapokcurnperaeHonon u 17-ruppokcumnporectepon (17-ruapokcunazHas
aKTHUBHOCTD).

0. [IlpeBpamenue 17-ruapokcUNIperHEHOIOHA © 1 7-TUApOKCH
IIPOreCTEPOHAa COOTBETCTBEHHO B JETMJIPOINMHAHAPOCTEPOH U AHAPOCTEHIHOH
(17,20-n1uas3nas aktuBHOCTh) (Puc 1).

EnunctBennsiii ren 17anbda-ruapokcunassl (CYP17), pacnonokeHHBI Ha
10-i1 xpoMocoMe, IKCIpecCHpyeTcs Kak B HAJMOYCYHHKAX, TaK U B SIMUKAX.
[Tockonpky TMpH  KIMHUYECKOM OOCIIEJOBAaHMM TPYIHO pPa3rpaHUYUTH
HapyweHus |7-runpokcunazHoi u 17,20-nmma3Ho akKTMBHOCTH, BCE BapUaHThI
3a00eBaHUsl TPAJULMOHHO OIMCHIBAIOT KaK HEIOCTaTOYHOCTh |7anbda-
ruzpokcuiassl. M3-3a gepunura koprusona ycunuaercs cekpeuuss AKTI, uto
MPUBOJUT K M30BITOUHOM cexkpenuu 11-ae30kcuKkopTUKOCTEpOHa. B pesynbrare
BO3HHMKAIOT TUIIOKAJIMEMHUSI U apTepHalIbHAsA TUIIEPTOHUS. Y OOJNBHBIX KEHCKOIO
nojla HaOJIIOaeTCsl TakXKe 3aJiep’KKa IOJIOBOIO pa3BUTHSA, a y OOJBHBIX
MYKCKOTO TI0JIa — MYXCKOU mceBaorepmadpoautusM. Ecnu 3abosieBaHue He
ObUIO BBISIBJICHO B HEOHATAJBbHOM IMEPUOJE, JE€TH C FeHETHMYECKUM MYKCKUM
MOJIOM OOBIYHO BOCHHUTBHIBAIOTCS KakK JEBOYKM, TaK KaK Yy HHUX HMEIOTCSH
(EHOTUNIMYECKM HOPMAJIbHBIE HApY)KHbIE EHCKHE IOJOBbIE OPTAaHbl U CIIETO
3aKaHUYMBAIOILIEECs Biarajiuile, a ssMuKM OCTAroTCsl B OPIOIIHOM MOJIOCTU WM B
NaxoBbIX KaHanmax. OJHAKO Yy HOBOPOXKACHHBIX C TEHETHYECKHM MY>KCKUM
IIOJIOM BCTPEYAIOTCSI U HAPYXKHBIE IOJIOBBIE OPTraHbl MPOMEXKYTOYHOTO THIIA,
YTO TMO3BOJIAET BOCHHUTBIBATH HMX KaK MaJbUYMKOB. Y  HEKOTOPBIX
HOBOPOXK/ICHHBIX HMEETCSl apTepualibHasg TuneproHus. M y MyX4uuH, U Yy
KEHIIMH YMEHBIICHO WM OTCYTCTBYET MOJMBIIIEYHOE U JIOOKOBOE OBOJIOCECHHE
[17].

Henocrarounocts 110era-rugpokcunaszsl. Cpeau ONHMCAHHBIX CIIy4aeB
BPO’KJIEHHOM TUIEPIUIa3UU KOPBI HAAIIOUYEYHUKOB 9—8% MPUXOIUTCS HA JAOJIO
HeJocTaToyHoCTU 116eTa-Tupokcunasbl. DTOT AePEKT BCTpedaeTcsi MPUMEPHO

y 1 u3 100 000 HoBopoxeHHBIX Oemnoil pachl. 1106eTa-ruapokcunaza — 3TO
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MUTOXOHJIPHAJIbHBIM  (EepMEeHT,  KOTOpbIdH  obmamaer  cuibHOM  11-
TUAPOKCUIIA3HOM M yMEPEHHOW 18-THapokcuiia3sHOM akTHBHOCTBIO. [Ipwm
HEJIOCTAaTOYHOCTH  110eTa-ruApoKcuiIa3bl  HapylmieHo mpeBpamieHue 11-
JNE30KCUKOPTH30JIa B KOPTM301 U |1-IE€30KCHKOPTHKOCTEPOHA B
KOPTUKOCTEPOH. Kak U mpu HEAOCTAaTOUHOCTH 2 1-THIPOKCHIIAa3bl, TPOUCXOINAT
n30bITOYHAS CEKpeLHs HAJITOYEYHUKOBBIX aHJPOTEHOB, KOTOpas
00yCIOBJIMBAET BHYTPUYTPOOHYIO BHPUIIM3AIUIO Y JEBOYEK U MOCTHATAIBHYIO
BUPWIM3ALMIO y JEBOYEK M MaJbUUKOB. OTO 3a00J€BaHHE YacTO
COIPOBOKJIAETCSI ApTEPUATIBHOM TUIIEPTOHUEN, KOTOPYIO CUATAIOT PE3YyJIBTATOM
runepcekpenuu 1 1-1e30KCUKOPTUKOCTEPOHA, 3al€pKKU HATpUsl U BOJBI H
Bozpactanusa OLIK. Moxer HaOmonaTecsi runoxkanueMus. Jledenue
[IIOKOKOPTUKOUAAMU TOPMO3HUT H30BITOUHYIO CEKPELUI0 KOPTUKOCTEPOHJIOB,
IPABWJIBHOE JIEUEHUE MOXKET OOECHeUYUTh HOPMAJIbHBIM POCT, HOPMaJbHOE
II0JIOBOE pa3BUTHE U GepTUIBHOCTD [17].

Crepousioreses B Kope HaANMOUYeuHUKOB npuBeieH B Puc.1. (cm. [lpunoxenue).
['maBHBIE TPOAYKTHI CTEpPOMIOreHe3a OO0O03HAYEHBbl JKUPHBIM IIPUPTOM.
[lepBocTeneHHble META0ONIMYECKHE MYTH IOKAa3aHbl CIUIOMIHBIMUA TOJICTBIMU
CTpEJIKaMH,  BTOPOCTENEHHBIE —  CIUIOIIHBIMM  TOHKUMH  CTPEJIKaMHU.
[TyHKTHpHBIE CTpenKkd O00O03HAYalT JEMCTBHE MUHEPAJTOKOPTUKOUIOB H

rmokokopTukonoB. CYP11A1 — 20,22-necmomaza, CYP11B1 — 116era-

ruapokcunaza, CYP11B2 —  18-ruapokcunaza, CYP17 —  17anbda-
ruapokcunaza, CYP19 — apomartaza, CYP21 — 2l1-rugpokcunaza, 3beta-
HSD — 36era-ruapokcu-crepouaaeruaporenasa, 1lbeta-HSD — 116era-
TUJPOKCUCTEPOUICTUIPOTEHA3A, 17beta-HSD — 176era-

THIPOKCHCTEPOUIeTHApOoreHasa [24].

1.3. PacnpocTpaHéHHOCTD M TaHHbIE HeOHATAIbHOT0 ckpuHuHra no BJIKH

nedexT 21 ruagpoOKCHUIA3KI.

PacnpoctpaneHHOCTh pa3nuyHbiX (GopM HeonuHakoBa. bomee 90 % Bcex

cnydaeB npuxoautcs Ha aepuuut CYP21l. depment 21 — ruapokcuiaza
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(P450c21) oTHOCHUTCS K IpyIIie MUKPOCOMAIbHBIX HUTOXpOoMOB P450. P450c21
Y4aCTBYET B MPEBPAIICHUHM NPOrecTepoHa U 17- TUAPOKCHUOPOreCTEPOHA B
J€30KCUKOPTUKOCTEPOH U 11- 1€30KCHKOpPTH30JI COOTBETCTBEHHO. lIpu
nedunure CYP21 HapylIaeTcs CUHTE3  TJIIOKOKOPTUKOUIOB u
MUHEPAJIOKOPTUKOUOB B KOPE HAJMOYEYHUKOB. JlepUIUT KOpTHU30Ja BEIET K
runeprnpoaykuu  AKTIT runopuzoM U Kak CHEJACTBUE K Pa3BUTHUIO
TUIEPIUIa3UM  KOPbl HAJIMOYEYHWKOB M HAKOIUIEHUIO MPEIIIECTBEHHUKOB
KopTu3ona — 17-TupocTUnporecTepoHa U aHJIPOrEeHOB, CHHTE3 KOTOPBIX

IpOUCXOIUT Oe3 yyactus 21- rumpokcuiassl [1].

I'en, kogupyromwmii 21-ruapokcunazy (CYP21), mokann3oBaH Ha KOPOTKOM
wiede XxpoMocombl 6 u ayomupyercs ero mncesiaorenom (CYP21P), nedyHk-
UOHAJIBbHBIM. DTH I'€Hbl YACTUYHO MEPEKPHIBAIOTCA, 00pa3ysl TaK Ha3bIBAEMYIO
nosmreHHyro  obmacte. llceBgoren P450c21A  ornmuaerca oT  (QyHK-
IMOHAJIBHOIO TE€HAa TpPEeMsl TOYEYHBIMH MYTALHSIMH, KaxKgas H3 KOTOPBIX
npensTcTByer obOpazoBanuto MPHK aktuBHOU 21-rugpokcuiasel. CHHTE3U-
poBaHHas npu TpaHcKpunuuu nceaorena MPHK npunumaer ywactue B
perymsiuu dkcnpeccun QyHkimoHanbHoro P450c21B-rena. ['enetndeckue
NOBPEXJICHUSA, BbI3bIBaOIMIME AePUUUT 21- TUAPOKCHIA3bl, BKIIOYAIOT
KpYIHBIC JIeTICIUHU, KPYIHbIC WU HEOOJbIINe KOHBEpCUU U (HanboJiee 4acTo)
TOYEUYHBbIC MyTaIuu [3].

OGHapyxeHa CBsI3b omnpeneneHHbix amieneit HLA ¢ onpeneneHHbIMU
dbopMaMu  BpOXKIEHHOM THIEPIUIa3MM KOPbl  HAAMOYEYHUKOB. AHaIU3
reHotuna HLA mo3BosisieT paccuntarh pucK BpOKIAECHHOW THIEPIUIA3UNA KOPBI
HAJIIOYEYHUKOB y YWICHOB CEMEH, B KOTOPBIX MPOSIBISETCS 3TO 3a00JIEBAHMUE.
Ecnu poacTBEHHUK MOJHOCTBIO HACHTHYEH OonbHOMY mo amiensm HLA, y
HEro Takxke JOJDKeH mposBiATbes  nedext 21-ruppokcunasel.  Ecmu
POJCTBEHHHK TaIJIOUEHTHYEH 001pHOMY 110 aiiensm HLA (T. e. HeceT ToJbKo
OIMH T€H, ONpPEICIAIOINNA pa3BUTUE BPOXKICHHOM T'MIEPIUIa3UU KOPbI

H&,Z[HO‘IG‘IHI/IKOB), TO OH ABJACTCA TICTCPO3UIOTHBIM HOCHUTCIICM ,Z[Cq)eKTa

21



(Oone3Hb HE pa3BUBAETCS WM MPOTEKaeT B cTepTor Gopme). PoncTBeHHUK, He
UMEIOIINI OJMHAKOBBIX aJiesiel ¢ OOJIbHBIM, SIBISIETCS, OYEBHUIHO, 30POBBIM
TOMO3HUTOTHBIM HOcUTeIeM HopMalibHbIX reHOB CYP21. [lpencka3zanus pucka u

CTENICHU TSDKECTH BPOKICHHOW THMNEPIUIAa3MM KOPHI HAANOYEYHUKOB TIO
reHotunny HLA  moxarBepaaroTcsi  TOPMOHAJIBHBIMU — HCCIIEAOBAHUSMHU.
Hampumep, y rerepo3urotHsix Hocureneit nedexrtnoro rena CYP21B yposenb
17-ruppokcunporecrepona nocie ctumyisanuun AKTI Bo3pacraer mpumepHO
no 1000 var%, Torma Kak cCpead HaceleHWsT WIM Yy POJICTBEHHHUKOB,
TOMO3UTOTHBIX IO HopmanbHOMY reHy CYP21B, oH Bo3pacraer Bcero no
250 ur% [17].

JIaHHBIM CHHIPOM HMEET JIOCTATOYHO IIUPOKUN JMana3oH KIUHUYECKUX
NPOSIBJICHUM W ToJpa3ziensieTcs Ha 3 OCHOBHbIE (OpMbI: HamboJiee TsKemas
coJpTepsitomias (neUuIuT KOpTHU30ia W ajJbJOCTepOHA), MPOCTas BUPUIIbHAS
(kmaccuyeckasi, JAePUIMT  KOpTU30ja) W Hekiaccuyeckas  (TO37HO
nposBsiromasics) [4].

Haubonee pacnpocTpaHeHHBIE TOpMOHAJIbHBIM Mapkep nedunura 21-
THAPKOCHJIA3bl — TIOBBIIIICHHBIA YPOBEHb 17- THIAPOKCHUIPOTECTEpOHA B
CBIBOPOTKE WM aMHUOTHUYECKOMN KUIAKOCTH (TPU MPEHATATHLHON JHArHOCTUKE)
[4]. Ctenens moBBINIEHUS 3TOTO cTepousa onpenensercs dhopmoii BJIKH: mpu
KJIaCCUYECKOM (opMe €ero ypoBEHb BO3pacTaeT B JECATKU pa3, Mpu
HEKJIACCUYECKONW — MOXKET OBITh B mpejenax (hU3uoJIOTUYeCKUX KojaeOaHuil, u
tobko Tipoba ¢ AKTI compoBokmaeTcss 3HAYUTEIBHO TIOBBIMICHHBIM BBI-
Opocom sToro coeaunenus [4.7].

B OGonpmmHCTBE pa3BUTHIX CTPaH MPOBOJIUTCS TOTAIBHBIA CKPUHUHT BCEX
poauBmuxcs Ha BIKH, xots B CIIA on ocymiectBisieTcss TOabko B 36
mratax. B Hacrosimee Bpemsi oTpaboraHa d(QexThBHas KOHCEpBATHBHAs
Tepanusi HoBOpoxaAeHHbIX ¢ B/JIKH nmpousBogHbIMHu THAPOKOPTU30HA, KOTOPAsI
o0ecreunBaeT CHATHE BCEX KIIMHUYECKUX CHUMIITOMOB OOJIC3HU H
HopmansHOoe  pa3ButHe  peOeHKa €  COXpaHEHHEM  IOJIHOICHHOMN

penpoayKTuBHOM (yHKIMU. B cioydae OTCYTCTBHSI CKpPUHHMHIAa pPaHHEro
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BBISIBJICHHST OOJIE3HU IMponCXOoauT I[&HLHC?IH.IGG HapaCTaHHUC BUPUIN3AlIUU,

HapYIICHHUE MTOJIOBOTO M COMAaTHYECKOTO pa3BUTHS peOeHka [11].

HeonaranpHblli CKpUHUHI MpPEACTaBIseT COOOM IMporpaMmy MaccOBOIO
o0cnea0BaHusl HOBOPOKIAEHHBIX C LEJIbI0 MAaKCUMAJIbHO PAHHETO BBISABICHUS
HACJICICTBEHHBIX HapylleHuid oOmeHa BemecTB. Kpurepuem BbIOOpa
3a00JieBaHUM, MOJJIeKAIIUX  CKPUHUHTY, SIBISIETCS  IIPEIOCTABIICHUE
BO3MOXXHOCTH HOBOPOXKJIEHHOMY peOeHKy u30exaTh B 3aBHCHUMOCTH OT
3a00JIeBaHUsl CMEPTH B PAHHEM BO3pACTE, TSHKEJIOM YMCTBEHHOM OTCTAaJIOCTH,

MHBAJIUJHOCTH B PE3YJbTATE TSHKEION COMAaTUYECKOU nartosoruu [13].

K mHactosimiemy BpemMeHHM TyOJMKalUM PE3YyJIbTaTOB HEOHATAIBHOIO
CKpUHMHIa Ha apCHOTCHUTAIBHBIM CUHJIpOM B peruoHax Poccun
HEMHOTOYMCJICHHBI.  AJITOPUTM  OIIEHKH  pPE3yJIbTaTOB  HEOHATAIBHOTO
ckpunuHra Ha 17 OH npencraBnen B Poccun Ha OCHOBE aHalM3a JaHHBIX
CKpPUHUHTOBBIX mporpamm, BbimosiHsgeMbix B CHIA, IlIBenuu, IlIBeitnapun,
WUtanuum B COOTBETCTBUU C OOMIMMHM pekoMeHjauusaMmu Pabodeil rpynimsl
EBpomneiickoro obmectBa neauatpoB-sHAOKpuHOIOoroB B 2001 romy
[1,11,13,16,]. TloporoBeiii ypoBenn (Cutoff) 17 OH, koTophlii 3aBHUCUT OT
Macchl TeJla HOBOPOXKJICHHOTO peOCHKa W CpOKa TecTaluu, MO JIaHHBIM
eBpornelickux maboparopuii coctaBisier oT 30 g0 90 HMOIB/T B pa3HBIX

CTpaHax.

N3ydeHne nmpeHatagbHOro cTpecca 4esioBeKa B HeOIaronpusITHBIX YCIOBUAX
EBponeiickoro CeBepa nokasano, 4ToO y IUVIOJOB C BBICOKUM PHUCKOM Pa3BUTHS
NepUHATAIBHONW TMATOJOTUM PA3BUBAETCS CTPECCOPHAsl pPEaKlMs, B KOTOPYIO
BOBJIEKAIOTCS 3BEHbS SHAOKPHUHHO-UMMYHHOTO KOMILJIEKCA.
PacnipocTpaHeHHOCTh Ciy4yaeB Te€UEHUs OEPEMEHHOCTH C BBICOKUM PHUCKOM
NepUHATAIBHOM TMATOJIOTMM B YCIOBHUSAX BBICOKMX IIMPOT, MPEBBIIIAET
aHAJIOTUYHBIA ypOBEHb B CPETHEIIMPOTHBIX pEernoHax cTpaHbl. HambGomee

YYBCTBUTCIIbHbBIMHA K (baKTopaM npc€HaTalbHOI'0O cTpecCcCa ABJIAIOTCA
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BUJIOUKOBAsl JKejie3a M HAJIMOYEYHUKH, YTO COYETAETCS C HapyLICHUSIMU
TEMIIOB CTPYKTYPHO-(YHKIIHOHATBHOTO CTAHOBJICHUS 3TUX OPraHoB. Bnusnue
aJanTUBHBIX HM3MEHEHUN HAANOYEYHUKOB, XapaKTEpHbIX Uil IUIOAOB U
HOBOPOJKJICHHBIX «CEBEPSH» 110 CPABHEHMIO CO CPEIHEMIMPOTHOM HOPMOM, Ha

ypoBenb 17 OH ne uzyueno [13].

Meroavka NMpOBEACHUS HEOHATaJIbHOIO CKPUHUHIA HENOCTATOYHOCTH 21 —
OH O6p1na npenoxena B 1977r. Pung u coaBT. U OCHOBaHa Ha OMPECICHUU
ypoBHs 17 — OH Ha dunsTpoBasibHON OymMare Ha CyXOM ISITHE KPOBH, B3ATON
U3 IATKA HOBOPOXKIAEHHOro yepe3 48- 72 u mocne poxaeHus. K 1991 r.
[Iporpamma HeoHatanbHOro ckpuHuHra Ha BJIKH Obuta BHenpena B 29
CTpaHax  MHUpa, YTO  NO3BOJWJIO  BBIIBUTH  PacHpOCTPAaHEHHOCTH
HepoctaTouHocTH 21 — OH B pasznmuneix nomysmsanusax. OOHAM U3 yCIIOBUI
YCIIEIIHOTO TIPOBEJIEHUSI CKPUHMHTA SIBJIsETCsl pa3paboTka JslabopaTopueit
OCYILECTBISIOUIEH MporpaMMy CKpPUHMHIA, COOCTBEHHBIX HOPMATHUBHBIX
craHgaptoB ypoBHA 17 — OH nmns nmere, poKIEHHBIX B Pa3HbIE CPOKH
recTalyu, ¢ pa3InyHOM Maccoil Tena. DTO MO3BOJISIET COKPATUTh KOJIWYECTBO
JIO’KHOTIOJIOKUTENBHBIX ~ PE3YJbTATOB,  ITOCKOJBKY  HEIOHOUIEHHBIE U
MaJIOBECHbIC JIeTH MMEIOT ypoBeHb 17- OHP, 3HauuTeNbHO MNPEBBIIAOIINI
NoKa3aTesu y IeTeH, pOXKICHHBIX B CPOK M ¢ HOPMalIbHOW Maccoii Tena [16].

VYposens 17- OHP B kpoBsSiHOM MATHE y 310pOBOro peOEHKa HE JOJHKEH
npeBbimaTh 38 HMONB/I. OIHAKO €ro KOHIICHTpAIUs, KpoMe CHeIu(pUIHOCTH
UCIIOJIb3YEMbIX aHTUTEN, €11l B OOJbIICH CTETIEHH ONPEACIIIEeTCS CIECTYIOIIMMU
OOBEKTUBHBIMH (DAKTOpaMU: JAHEM B3ATHUS KPOBHU IOCJIE POXKIEHUS (OOBIYHO
2—b5-i1); mpexIeBpeMEHHBIMHU POIaMU; MaCCO TeJa MpU POXKICHUH; TEUCHUEM
OEpEMEHHOCTH, TSHKECTHIO POJIOB; CTPECCOBBIMU CUTYAIUSIMHU.

Bce na3BaHHbIe (DaKTOPBI aKTUBUPYIOT CTEPOUJOTEHE3 B HAJIOYEHYHUKAX U
COIPOBOXAAIOTCS OOJBIIMM BBIOPOCOM 17-THAPOKCUIIPOrecTepOHa B KPOBSHOE
pyci0, 4TO U 0OYCIIOBIMBAET €T0 ONPEEIICHUE B KPOBSIHOM IISITHE B OOJIBLIMX

KOHLEHTpaUMsAX M TEM CaMbIM CO3JaeT TPYAHOPA3PEIIMMYyI MpoOIemMy
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JI0’KHOTIOJIOKUTENBHBIX pe3ybTaTOB. Bce MOMBITKM €€ MpeojosieTh APYTruMHU
METOJIaMU IMMYHOaHaJIN3a He YBEeHYAIHCh ycriexom [11].

Metoapl npeHaTalnbHOM AUArHOCTUKHA BPOXKICHHOW THUIIEPIUIA3UU KOPBI
HAAMOYCUYHUKOB.  [IpeHatanpHass  QUArHOoCTMKA  HEIOCTAaTOYHOCTH  21-
TUIPOKCUIIA3bl MOKET ObITh MpoBezieHa B | TpuMecTpe myTeM reHOTUITHPOBAHUS
ameneit HLA nnu ananmuza JIHK M3 k1€TOk BOPCUH XOpHOHA, a TAKXKE IMYyTEM
onpeneneHuss 17-ruapoOKCUIPOrecTepoHa M aHAPOCTEHIMOHA B  MpoOax
OKOJIOIUTOAHBIX BOJ, MOJYYa€MbIX MPU UCCIEAOBAHWU BOPCUH XopuoHa. Bo II
TPUMECTPE AUATHO3 MOXKET OBITh YCTAaHOBJIEH MO PE3YJIbTaTaM ONpEIeTICHUs
TOPMOHOB B OKOJIOIUIOAHBIX BoAax, HLA-reHoTHnmupoBaHUs U MOJEKYJISIPHO-
reHeTnyeckoro ananusa JJHK kineTok u3 oKoJIomIogHbIX BoA. B OKOJIOIIIOAHBIX
BOJaX MOXHO ONpEAeNATb HE TOJBKO 17-THIPOKCHUIIPOTECTEPOH U
aHAPOCTEHAMOH, HO M 11-1€30KCMKOPTH30i. OTO MOBBIIIAET LIEHHOCTH
UCCJIEIOBaHMs, OCOOCHHO TP MPEHATaNbHOM JMArHOCTUKE MPOCTOU
BUPWIH3UPYIOIIEH (POPMBI BpOXKACHHON THUINEPIUIA3UM KOPbhl HAANOUYECUYHUKOB
[17].

Bo MHOrux ctpaHax Mupa COrjiacHO MPOBEJECHHOMY CKPUHUHTY 1O Hauboee
yacTo BcTpedatoniemycs neduruty depmenta 21-ruapokcunazsl (B 95%
CIyyaeB) yCTaHOBJICHa 3a0oyieBaeMOCTh 3Toi ¢dopmbel matojmoruu BJIKH,
KOTOpasi B KJIACCUYECKOM BapHaHTE BCTpedaeTcs: B 00Iield nmomyisuuu y 1 Ha
14199 noBopoxaenusix. B CHIA 3aboneBaemocth coctaBisier 1 Ha 15 000
HOBOPOXK/ICHHBIX, Ha AJISICKE STOT moka3zarenb coctaBiusier 1 wa 280, B
Isetitiapuu 1 Ha 37 220 HOBOpOXKIEHHBIX aerel [11].

Nzyuenue xoroptel geteit ¢ BJIKH B BenumkoOputanum mokazano, 4TO
CMEPTHOCTb CpEeIM HUX ObLa B TpU pa3a Bbiwe [15].

CoryiacHo MOCKOBCKOMY PETUCTpPY JAeTeil ¢ kiaccuueckumu popmamu 21 —
TMIPOKCUJIA3HOM HEIOCTATOYHOCTH €€ PACIPOCTPAHEHHOCTh B MOCKOBCKOM
nonyisiuuu coctaBwia 5,8 Ha 100 000 perckoro Hacenenusi, npu 3toM 80,3%
JeTel uMenu coipTepsAriyo (¢opmy 3aboneBanus u 19,7% - BUPUIBHYIO;

COOTHOIIICHHE KeH/MYK cocTtaBuiio 1:0,83 [12].
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[To pe3ynpTaTamMm HEOHATATBLHOTO CKPUHHUHTA B TIOMEHCKOW 001acTH YacToTa
kiaccndeckux Gopm aedurura 21 — OH B TIOMEHCKON MOMYJISAIIUA cOcTaBuia |
coydaii Ha 10 005 HoBopoxaeHHbIX. (Obuio wmcciemoBano 20 011
HOBOPOXKJICHHBIX, JIOJIS OXBaTa cocTaBmia 98,9%) [16].

B ApxaHrenbckod 00JacTH pPacHpOCTPAHEHHOCTb KJIACCHYECKUX (opm
BJIKH cocraBuia 7,2 caydas Ha 100 000 gerckoro Hacenenus. Hacrora BJIKH
y HOBOPOXKJIEHHBIX coctaBmia 1:5 934 [13].

Yacrota Hexmaccuueckor popmbl BJIKH Taxxke paznuuaercs B 3aBUCUMOCTH
OT MOIIHOCTH Ju3ailHa MPOBEICHHBIX paldOT: B OOJIBIIMHCTBE CTpaH Cpeau
HaceleHus Oenoi pacel yactota coctanisier 1:2000 (0,05%) [8], B HEKOTOPBIX
ATHUYECKHUX Tpymmax jgocturaer 3,7% [6,7]; B cTpaHax C BBICOKUM YpPOBHEM
nuarHoctuku — 110 1:300 (0,33%) [8].

1.4. Knuau4yeckue NposiBJIeHUs, IPUHIMIIBI JIeYeHHS.

Knunuueckue mposBiieHus BecbMa BapuadenbHbl. Kinaccuueckuit Bapuant 21-
TUIPOKCUIIA3HOU HEJIO0CTAaTOUYHOCTHU MIPUBOJIAT K BBIPAKECHHOMU
TUIEpaHIporeHn, (GopMUpYIOIIeics emie BHYyTpuyTpoOHo. [Ipeamonaraercs,
YTO aKTHBHAS BUPWIW3ALMS TUloAa HauuHaercs ¢ 20-25 Hemenu recranuw,
korma ¢opmupyercs Biausiuue AKTID Ha SMOpHOHANbHBIN HAANOYEYHUK U
HAYMHACT CHHTE3UPOBATHCS KOPTH30J. BHYTpuyTpoOHas THMepaHIpOreHus
IPUBOJUT K AaKTHUBHOM BHUPWIM3ALUMU HAPYXKHBIX TreHHTani. K MOMeEHTy
POKJIEHUSI HAPY)KHBbIE T€HUTAJIUHN JEBOYKH MMEIOT OMCEKCyallbHOE CTPOCHHE:
KJIIUTOP TUNEPTPOPUPOBAH, OTMEUACTCS PA3TUYHON CTENEHU BBIPAKEHHOCTH
CpallleHue CKpOTOJIA0MAIBHOTO IIIBAa. B HEKOTOPBIX ciydasX BHYTPUYTPOOHas
aHJIPOTECHU3AllMS  HACTOJIbKO  BBIpaXKEHA, YTO HApYXHbIE€ T'E€HUTAIUU
MPAKTUYECKU COOTBETCTBYIOT MY>KCKUM, U JIEBOUKA OIIMOOYHO PETUCTPUPYETCS
Y BOCHUTHIBAETCA KAaK MaJIbUMK. BapuaHThl pa3iuyHOl CTENEHU BUPUIIM3ALUN
HApY)XKHBIX TEHUTAIUN pamxkupyrorcs Ha 5 crerneneit (Prader) 1-s cremeHb
BUPWIM3AIUHU - TUIIEPTPODUS KIUTOPA U HOPMAJIBHBIN BXOJ BO Biarajuiie. 2-s
CTETICHb BUPWIW3ANMH - THUOEPTPOPUS KIUTOPAa W YACTUYHOE CpaIlCHUE

OOJBIIMX MOJIOBBIX TYO (BbICOKAs 3aJIHAS Caiika). 3-s CTENEHb BUPWIM3ALUY -
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KJIUTOp TunepTpodupoBad u chopMrUpoBaHa €T0O TOJIOBKA, CPAIIEHUE TTOJIOBBIX
ry0 hopMHpyeT ypOreHUTAIbHBI CHHYC - €IWHOE MOYENOJOBOE OTBEPCTUE Y
OCHOBAaHMsI KIWUTOpa. 4-5 CTeNneHb BUPWIM3AIMK - TUNEPTPOGUPOBAHHBIN
KJIINTOP HAllOMMHAET HOPMAJIBHBIA ITOJIOBOM WIIEH, OJHAKO, HMMEETCA €ro
uckpuiieHue (pukcalus K TPOMEKHOCTH), YPOT€HUTAIbHBIA CHUHYC
OTKpPBIBAETCSI HA CTBOJIC WJIM TOJOBKE IOJIOBOrO ujieHa (MMHealbHas yperpa)
[1,5,6].

PebeHok, poxaeHHBINH ¢ OMCEKCyaIbHBIM CTPOCHUEM HAPY>KHBIX T€HUTAJIHM,
JOJDKEH OBITh HEMEMJIEHHO OCMOTPEH NeAUaTpOM-3HAOKPHUHOJIOIOM U
MeMaTPOM-ypOJIOTrOM, UMEIOIIUX OIbIT JUATHOCTUKU U BEJICHUS OOJIbHBIX C
BJIKH. Ilpu nepBUYHOM OCMOTpPE OCHOBHOW 3a/iayei SIBISETCS OIPEHECIUTD,
NaJbIUPYIOTCS JIU TOHAJhl B OOJACTU PACIICTUICHHOM MOIIOHKU (OOJIBIINX
MOJIOBBIX Ty0) WM MO XOAYy IMaxoBoro kanana. [lampmupyemble TOHAJbI
PAaCIEHUBAIOTCS KaK TECTUKYJbI. VX Hanmuuue mo3BOJsSeT UCKIIOYUTh ACPUITUT
21-ruapoxcunasel. JuddepennmanbHplii TuarHo3 B 3TOM Clydae MPOBOIUTCS
MEXIy AUCTCHE3UEH TECTHKYJ U Pa3IMYHBIMU (POpMaMU JOKHOTO MY>KCKOTO
repmadpoautuzMa. IIpoBoauTcs yIbTPa3BYKOBOE HCCIEAOBAHUE OPraHoOB
Majoro Ttaza. Hainuve mMaTku M NalbHPYEMbIX TOHAJ CBUIETEIBCTBYET O
JMCTEHE3UN TECTUKYJ (PEeaKO O HMCTUHHOM repMadpoautusme). OTCyTcTBUE
MaTK{ TpU MNaJbIUPYEMbIX TOHAaJaX CBUIAETEIBCTBYET O JIO)KHOM MYKCKOM
repmadpoautuzMe. OTCYTCTBHE MANBIUPYEMbIX TOHAaI Yy pebeHKa ¢
OMCEKCYalIbHbIM CTPOCHHEM HApPYKHBIX TCHUTAJIUN 3HAYUTEIHHO IOBBIIIACT
BEPOSATHOCTh 21-ruapokcuniasHoro aeduinura. B 3ToM ciydae HeoOXOauMO
HEMEJUICHHOEe  TOpMOHaibHOEe  oOcnegoBaHue. OCHOBHBIM  KpUTEPHEM
TOPMOHAJIBHOW JTUarHOCTUKH 2 1-TUAPOKCUIA3HOM HEIOCTAaTOYHOCTH SIBJISACTCS
noBbiieHue ypoBHsi 17-OHP B ceiBopoTke kpoBu. Coaepxkanne 17-OHP mipu
Kiaccuyeckux (opmax 3a0o0yieBaHUS B JIECATKH U COTHH pa3 MPEBHIIIACT
HOpPMAaTHBHBIC JJIsl BO3pacTa pedeHka nokaszarenu. [Ipu conprepstomieit popme
3aboneBanusi cpenuuii ypoBeHb 170OHII B mepuos HOBOPOXKIECHHOCTH

npesbiaeT 300 HMONB/M, y neredl ¢ BuUpuiabHOH (opmoit ypoeHb 170HP
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HECKOJbKO HIKe, HO mpeBbimaetr 100 HMOnb/N. Y HENOHOIICHHBIX IETEH,
JI€TEH, MEPEHECIINX TSKEIYI0 POJOBYIO TPABMY, POKIACHHBIX C HU3KUM BECOM
Opyu HOpPMAaJbHBIX Cpokax rectauuu ypoBeHb |7OHP wmoxer ObITH
MOBBILICHHBIM [IPU OTCYTCTBUHU JeduimTa 21-ruapokcunasbl. B aTux ciayyasx
pEeKOMEeHIyeTcsl KpartHoe omnpeneneHue ypoBHs 170HP (2-3-4 paza ¢
uHTepBajioM 5-7 naneil). CHmwxenue ypoBHs 170HP B nuHamuke mo3BOJsET
UCKJIIOUUTD 21-THUIPOKCUIIA3HYI0 HEIOCTaTOYHOCTh. Onpenenenue ypoBHs 17-
OHP nmnoxka3aHo BceM HOBOPOXIEHHBIM [I€TSIM, HWMEKIOIIMM aHOMAJIbHOE
CTPOCHME TECHUTAIMM TMpPU  OTCYTCTBUM  NAJIBIUPYEMBIX  TECTHKYJOB.
[lapannenbHO MPOBOAUTCS KapuOTUIIMpOBaHME. BuraBieHue kapuorumna 46 XX
y peOeHka C OHCEKCyalbHbIM CTPOEHHEM HapyKHbIX TeHuTamuii ¢ 95%
BEPOSITHOCTHIO CBUJCTEIBCTBYET 0 HaJIN4NE 21 -ruIpoKCHIIa3HON
HEJIOCTaTOYHOCTH. Bbicokuil ypoBeHb 17-OHP okoHYaTeNnbHO MOATBEPKAAET
nuarHo3. Pas3Butme compTepsmomiero kpusza npu aedunure 21-ruapoxcunasbl
peaKo HaOII0JAeTCsl Y HOBOPOXKACHHBIX M JeTed MepBbIX 7 AHEH ku3HH. o
NOJIYYEHUS] TOPMOHAJIBHBIX JIaHHBIX, MOATBEPKIAIOIINX WIM HCKIHYAKOLIUX
21-TuapoKCUIIa3HYI0 HEIOCTaTOYHOCTh, BCEM JETSM HMEIOIIMM aHOMATbHOE
CTPOCHME TIC€HUTAJIUW IPU  OTCYTCTBUM  HNAIBIIMPYEMBIX  TECTHUKYJIOB
HEOOXOJMMO TMPOBOJUTH MOHMTOPUHI YPOBHSI JJIEKTPOJIMTOB B KpPOBH.
Hapactanue ypoBHs K wu cHmwxkeHue ypoBHA Na, comnpoBOXIaromIrecs
KJIMHUYECKUMH TPOSIBICHUSAMU COJIBTEPSIIONIET0 CHHIpPOMa y pebeHKa C
OMCEeKCyaJIbHbIM ~ CTPOCHHEM TEeHUTAIUW, CIEIyeT paccMaTpuBaTh Kak
nposiBieHue aeduiura 21-ruapokcunasbl 1 HEMEUICHHO Ha3Ha4aTh TEPaIluio,
HE JOXHMIAACh PE3YyJbTaTOB TOPMOHAJIBHOTO aHamu3a. Hammume 21-
TUAPOKCUTIA3HOTO JAe(pUIUMTa Y HOBOPOXKICHHBIX MalbYUKOB BO3MOXHO
3al0I03PUTH JIMIIB IPYA HAJIMYUU COJIbTEPSIOIEro cunapoma. Ilpu nossienun
TaKUX CHUMIITOMOB, Kak IUJloxXas NpuOaBKka B Bece, OOWUJIbHBbIE CPBITMBaHUS,
KUIKAW CTyJ, HapacTarouias JAerujaparaiusi, HEo0XOJuMO HEeMEAJIEHHOE
ONPENEIICHNE  DJIEKTPOIUTOB  KpoBU.IIpM  BBIABICHMM  THIIEpKaIUEMHUH,

THIIOHATPUEMHUHN H HapaCTa}omeﬁ ACruaparalilip  BCEM HOBOPOXACHHBIM
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MaJb4MKaM HeoO0XoauMo mpoBoauTh ompeaenenue 17-OHP. IlIpoctas
BUpWIbHAs (¢Gopma 3a00Je€BaHUS Yy MaJIbUYMKOB B TIEPBBIM TOM IKU3HH
NpaKkTUYeCKu He auarHoctupyercs. Hanuuue 3a0oneBaHust MOXET OBbITh
3al0I03pEHO HAa OCHOBAaHMM CHUMIITOMOB IPEXIEBPEMEHHOTO IIOJIOBOTO
OBOJIOCEHHSI, ONIEPEKEHNUN JIMHEMHOTO POCTAa U TEMIIOB KOCTHOTO CO3PEBAHUA.
OTU CUMIITOMBI OOBIYHO BBISBISAIOTCS K 3-5 rogam. K MOMEHTY MOCTaHOBKH
JIMarHo3a y MAaJIbUUKOB HMMEETCS YXKE€ 3HAYUTEIBHOE OMNEPEKEHUE KOCTHOTO
BO3pacTa, YTO OMNpEHEISAET IUIOXOHM pPOCTOBOM IPOTHO3 y 3THX MAalHMEHTOB.
Kpureprem auarHocTuku sBisieTcsi NOBbIEHHBIN ypoBeHb 170HII. Bceem
JIETSAM C JTIMarHOCTUPOBAHHBIM HAa OCHOBAHUM KIMHUYECKUX U TOPMOHAJIBHBIX
MaHHBIX  nedumuToM  21-THOpokcuiazbl  HEOOXOJMMO — MPOBEICHUE
MOJICKYJIIpHO-TeHeTHdeckoro aHamm3a TeHa CYP21. YV 90% mamueHTOB
BCcTpevaeTcs: ojgHa u3 12 Haubosee yacthix myrtanuii B reHe CYP21, nmoatomy
3¢ (HEKTUBHBIM, OBICTPBIM M YKOHOMHYHBIM METOJOM MOJIEKYJISIPHOTO aHaln3a
ABJIAETCS aienb-cnenuduyeckas nojiuMepasHas peakuusa. HccnenoBaHue
MyTanuii B reHe 21 mo3BoauT npoBectu AuddepeHnnanbHblil AUarHo3 MEexIy
neduiurom 21-ruapokcwiassl U 1106eTa-rugpokcuiazbl - THIEPTOHHUYECKOMN
dbopmoii BpoKI€HHON TUCHYHKIIMHA KOPbI HAATIOYEYHIUKOB, UMEIOIIEH CXOIHYIO
KIIMHUYECKYI0 KapTUHY W CONPOBOXKIAIOIICHCS YMEPEHHBIM MOBBIIIEHUEM
170HII. Kpome Toro, Haimuuue MyTauui y peOEHKAa U TMOJTBEPKICHUE
re€TEPO3UTOTHOTO HOCHUTENIBCTBA MYTAHTHOIO T'€HA Yy POAMUTENECH IO3BOJIUT
MPOBOAUTL TPEHATAIBHYIO JMArHOCTUKY 3a00JI€BaHMS TIPU MOCIECAYIOIINX
OepeMeHHOCTSAX y MaTepH. [5]

Y ManbuuKOB TPHU POXKIACHUU HAPYKHbIE TEHUTAIMH COOTBETCTBYIOT MOJY
pebeHKa, MOKET OTMEeYaThCsl HEOOBIIOE YBEIMYEeHHE mojoBoro uieHa. [locne
POKJIEHUS CUMITOMBI aHJIPOTEHU3AIMKM HApacTaloT y JAeTe oboero moma. Y
JIEBOYKH YBEJIMUMBAIOTCS pa3Mephbl KIUTOpPA, OTMEYAETCS €ro HalpsKeHue. Y
MaJIbYMKOB YBEJIMUYMBAIOTCS pa3Mephl MOJIOBOTO WICHA, MOSBIISIIOTCS JSPEKIIUU.
Cnemyer OTMETUTbh, YTO CUMIITOMBI aHJPOTE€HU3AIUA MOTYT HE MPOSIBISATHCS B

nepBbie 1,5 roma xu3uum pebenka. K 2-3 romam y gereit oboero moiia
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MOSIBJIIFOTCSL  TIOJIOBOE€  OBOJIoOceHWe W acne vulgaris, rpybeer rosoc,
runeprpodupyercss Myckynarypa. B mepBeie TOABI KM3HHU JIMHEWHBIM POCT
JIeTel YCKOPEH, OJIHAKO CTENEeHb KOCTHON U] PEpEeHIIMPOBKU ONIEPEKAET POCT,
30HBI pocTa 3aKkpbiBaroTcs K 9-10 rogam [6].

[Ipu conprepsitonieit popme 3abosieBaHus (MOJIHAS MOTEPs aKTUBHOCTU 21-
TUIPOKCUIIA3bl) MPUBOIUT K CHIDKEHHMIO OWOCHMHTE3a ajibaocTepoHa. Uto B
CBOIO OY€peb NPUBOJUT K MOTEPE HATPHsI Yepe3 MOYKU, KHIIEYHUK, TOTOBBIE
xenesbl. Uepes 3-4 nHA 1ocie poXKIACHUS HApacTaeT TMIEPKAIMEMUS, CITYCTs
HECKOJIbKO JIHEW pa3BHBAETCS TUIIOHATpHUEMHs W TunepHarpuypus. lloTeps
COJIM MPUBOJIMUT K BBIPAXKEHHOMY 00€3BOKMBAHUIO, TOTEpE Beca. Jlerumparanus
ycyryOmnsiercs ~ 4aCThIMM UM MAacCCUBHBIMM  PBOTaMH,  BBI3BAaHHBIMU
runiepkasiiemMueid. Ilpu OTCYTCTBUM Tepanmuu MOXKET HACTYIUTh CMEPTh
peOeHKa B pe3yJsibTaTe KoJulanca U KapJuoreHHOTo moka [16].

Heknaccuueckas dopma BJIKH noapasymeBaeT He MOJIHYI0, a YACTUYHYIO
MOTEPI0 AKTUBHOCTH (DEPMEHTOB, B CBSI3M C YE€M y MALMEHTOB OTCYTCTBYIOT
NpU3HAKK  BUPWIM3ALUMUM  HAPYKHBIX  TEHUTAIMA U MPOSIBICHUSA
IJIFOKOKOPTUKOMJIHONW HEIOCTATOYHOCTH. M30BITOK MNpOAyKUHUH aHAPOTEHOB
OPUBOJUT K MPEKIECBPEMEHHOMY TMOSBICHHIO JIOOKOBOTO  OBOJIOCEHMS,
YCKOPEHHUIO TEMIIOB POCTA, PAHHEMY 3aKPBITHIO 30H POCTa. DTO KIACCUYECKHM
X0Jl COOBITHI; Ha NpakTUKe ke eauHcTBeHHbIM mnpossienneM HK-BJIKH
MOXET SIBIATbCS Oecruiogue 0e3 KaKuxX-TMOO KIMHUYECKH 3HAYUMBIX
nposiBiicHud  runepanaporenun. Ilo manaeim  H.Escobar-Morrele, moins
naupeHTok ¢ HK- BJIKH cpeau B3pocinbix xeHImMH B McnaHuu ¢ KJIMHWYE-
CKMMHU CHUMITOMamu TuUINepaHiaporenun coctapisier 2,2%. B Typuuu, no
naHHbIM padoTsl 2009 T., 10N TaKWUX MAIMEHTOK coctamisieT 2,1%. B Ooinee
panHux wuccnenoBanusx (1985) mnpouentr HK-BJIKH cpeaum >xeHmmH c
THITEPaHPOTeHUEH HECKOIbKO Bhilie — 6% [8].

IIpenarajibHOe JiedeHHe HEeA0CTATOYHOCTH 21-ruapokcuiaasbl. OnucaHo
Ooonee 20 ciayyaeB MpPEHATAIBLHOTO JIEUEHMSI IUIOJOB IKEHCKOro Ioja C

HEJI0OCTaTOYHOCThIO 21-Tmapokcunasbl. [Ipumepno B 2/3 cnydaeB yaanoch
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NpEAOTBPATUTh WIJIM MOHU3UTH CTENEHb BHUPWIIM3ALMUA HAPYXKHBIX MOJOBBIX
opranoB [17]. OmHako cOrIacHO KIMHHUYECKHM PEKOMEHIANUSIM OOIIecTBa
SHAOKPUHOJOTOB  mpeHataibHoe  Jjeuenue BJIKH  moka  momkHO
paccMaTpuBaThLCS Kak dKCIIepUMEHTaNIbHAs Tepanus. [41]

[lenssMu TmpeHATAILHOTO TMIpUEMa JIEKCaMETa30Ha SIBISIETCS CMSTYEHUE
CTENIEHU BUPUIIN3AIIMHU MOJOBBIX OPraHOB y MIIAJICHIIEB KEHCKOTO T0JIa HIIA €T0
yCTpaHEHHE, a TaKXKe YCTpaHEHHE HEOOXOJUMOCTH PEKOHCTPYKTUBHOM
XUpypruueckou onepamuu. B xone ognoro kpynHoro uccienoBanus New M1 et
al. (2001) ¢ yuactuem 532 OepeMEHHBIX JKCHIIHMH, MPEINOI0KHUTEIBHO
BbIHamMBaromux pedenka B BJIKH, npenaransHoil Tepanuell Oblia OXBaueHa
281. JlekcamMeTa30H B TEUEHUU BCETO CpoKa OepeMeHHOCTH NpuHUMaId 49
xeHMH u3 105 ¢ momo3penweM Ha Hanuuue kiaccudeckod BJIKH y 61
pebenka keHnckoro u 44 aereit myxckoro nosia. Cpenu 25 nesouek ¢ BJIKH,
MaTepy KOTOPHIX IPUHUMAJM JeKCaMeTa30H A0 9- ol Hejenu OepeMEeHHOCTH, Yy
11 neBouek ObUIM HOPMAJIbHBIE JKEHCKHE TMOJOBBIE oOpranbl, eme y 11
HaOMoalach MHUHUMAajbHash CTeMeHb uX Bupuiauszauuu (1-2 cragum 1o
[Ipanepy), a y 3 Habmromanack BUPHIM3AIMS TOJIOBBIX opraHoB (3 cragus 1o
[Ipanepy). Y 24 neBoyek, pOAMBIIMXCS OT MaTepel, NPUHUMABIINX
JeKcaMeTa3oH Tocine 9-oif  Hemenun OEpEeMEHHOCTH, OIICHKA  CTCIEHHU
BUPWJIM3AIMHU MOJIOBBIX OpraHoB 1o mkaie [Ipanepa B cpennem cocrasisuia 3,0.
HaunGosnee xe BUPWIM3UPOBAHHBIMU TMOJIOBBIE OpraHbl OKAa3aJUCh Y JI€BOYEK,
POJIMBIIIUXCS OT MaTepel, He MPUHUMABIINX JIeKcameTa3oH BoBce (3,75 Gamios
no mkane [Ipagepa). Ilo 3asBneHuI0 rpymIbl aBTOPOB «IpeHATAIbHAS TEpanus
3HAQUUTEJbHBIM  Opa30M CHWXKAeT CTENEeHb BHPWIM3ALUMU WU Jaxe
criocoOcTByeT e€ yctpanenuio y naeBodyek ¢ BJIKH» u uro «3ddexTuBHOCTH
takoi Tepanuu coctaBisieT 80%» [42]. Pexomenayemas cxema neuenus. C 5-
il Heen OepeMEHHOCTH Ha3HA4alT JEeKcaMeTa3oH (MakCUMallbHas 1032
20 Mxr/kr/cyr B oauH mnpueM subo 1o 0,5 Mr 2—3paza B CYyTKH).
[IpeHaTanbHyl0 AMArHOCTUKY M OINpPEEICHHE T€HETHMYECKOro MoJjia IJIoAa Mo

pe3yapTaTaM MCCIENOBaHNs BOPCUH XOpPHUOHA MPOBOAAT B | TpumecTpe u, ecnu
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IJI0JT C TEHETUYECKUM JAE(PEKTOM OKAKETCS JKEHCKOro I0JIa, JEKCaMeTa3OH
MPOJIOIKAIOT BBOAUTH BIUIOTh 0 poAoB. Eciu mpeHaTanbHash JUAarHOCTHUKA B
| TpumMecTpe He yaanack, MOKHO IPOJOJIKHUTH JIEUEHUE JEKCaMEeTa30HOoM, a Bo 11
TPUMECTPE MPOBECTH AMHHOLICHTE3 JJIsi MPEHATAIbHOW JUArHOCTUKHU ITyTEM
HLA-renoTUnpoBaHusi, MOJEKYISIPHO-TEHETUUECKOTO aHau3a U ONpPECICHHUS
KapuOTHUIAa KJIETOK OKOJOIUIOAHBIX BOJ. Ecnu mioj ¢ reHeTudeckuM aedeKToM
OKa)XETCS KEHCKOTO I0JIa, JICYEHHE JIEKCAMETa30HOM MPOAOJKAIOT 0 POIOB
[17].

B xonme wuccinemoBanus ¢ ompocoM 118 pecrnoHAEHTOK, MOTy4YaBIIUX
MpEHATabHYI0 TEPaIUi0 BIUIOTH 10 POAOB, ObUIO BBHISIBIICHO, UTO YBEJIMYCHHUE
Beca BO BpeMsi OEpEMEHHOCTH Y HUX B CPEJIHEM COCTaBIIsUIO Ha 3,2 Kr OoJblie,
4YeM y KEHIIUH, TaKoro JieueHus He nony4aBmux (P< 0,005). Ilpu atoM y atux
JKEHILIMH OTMEYaJiach TMOBBINICHHAS YacTOTa BO3HUKHOBEHHUSI aTPOPUUECKUX
noioc koxu  (P=0,01) u orékoB (P=0,02), HO HE 3aperucTpUpPOBaHO
MOBBIIIIEHNE YaCTOThl TUMEPTEH3UM WM recTalimoHHoro auadera [42]. O030p
PE3YJIBTATOB OJTHOTO MCCIIEAOBAHMS C ydyacTheM 253 sKeHIUH 0e3 MpUBJINYEHUS
KOHTPOJILHOM TPYIIBI MOKa3alid, 4To cpenu kamod y 9-30%, mosydaBmimx
MpEHATAbHYI0 Teparuio, OTMEUANIMCh JIETKUM KEeTyJIOYHBIN TUCKOMDOPT,
YBEIIMUEHUE BECA, PE3KUE IEPEMEHbl HACTPOEHUS, OTEKHM HOT M JIerKas
runepTensus, u auib y 1,5% HaOmoganuchk cepbE3HbIE OCIOKHEHMS, K YUCITY
KOTOPBIX OTHOCHJIMCh BO3HHUKHOBEHHE aTpPO(PUUECKUX TMOJOC KOXKH, CHUIBLHOE
YBEIMYCHHE BECa, THUIMEPTEH3Us, TMO3JHUNA TOKCUKO3 OEpeMEHHBIX U
recTallioHHbIl auaber. [43]. s OLEHKH CTeneHu MoAaBieHUs (QYHKIUU
HAJIMOYEYHUKOB Yy IUIOJA MPOBOAST aMHHUOLIEHTE3 U OMNpPENEsOT ypoBHHU 17-
TUAPOKCUIIPOTECTEPOHA, aHJIPOCTEHINOHA, TECTOCTEPOHA u 21-
JIE30KCUKOPTH30JIa B OKOJIOIJIOJHBIX BOAAaX, a TakKXe YPOBEHb 3CTpUOJa B
CBIBOPOTKE MaTepu. Eciu ypoBeHb 3CTpUOja B CHIBOPOTKE MaTEpPU PE3KO
CHU)KEH, MOXHO BO BTOpPOHl TMOJOBHHE OEPEMEHHOCTH YMEHBIIUTH J103bI

JeKcaMeTa30Ha, YTOObI CBECTH K MUHUMYMY €ro mooouHbie 3¢ dexTol [17].
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Jleuenue nedumura 21-rugpoxcmiaaspl.  OOmEl 1enpl0  JeYEHUS
BPOXKICHHON AUC()YHKIINU KOPHI HAATIOUEYHUKOB SIBIISICTCS:

- 3aMECTUTh JACPUIUT CTEPOUIOB, CEKPELMsl KOTOPBHIX CHUKEHAa B pe3yJbTaTe
dbepMeHTaTUBHOTO e(eKTa;

- CHHU3UTh YPOBEHb CTEPOUIOB, CEKPELMs KOTOPBIX IMOBBILICHA B PE3yJIbTATE
dbepMeHTaTUBHOTO JiepeKTa;

- mnoaaBuTh n30bITouHyl0 cekpenuio AKTI mpu muHuManbHO 3¢ (HEKTUBHBIX
J1033X TJIFOKOKOPTUKOUOB;

- ONTHUMH3UPOBATH POCT OOJIBHBIX;

- TIpeIOTBPaTUTh BUPWIM3ALMIO T€HUTAIINIA;

- o0ecrneunTs HOpMAJIBHOE MOJOBOE CO3PEBAaHUE U (PEPTUIHHOCTb.

OCHOBHBIM METOJOM Tepanuu 21-THAPOKCUIA3HOTO AePUUUTA SBISETCS
IPUMEHEHUE DIIFOKOKOPTUKOMAOB, nojasisomux runepcekpennro AKTID n
HOPMaJIM3YIOIIMX BbIPAOOTKY aHJIPOr€HOB HajArnodyeyHukamu. Mcmonb3yrorcs
pa3nuyHble MEAUKAMEHTO3HbIE MpenapaThl, 00JaJat0N1e MII0KOKOPTUKOUIHON
aKTUBHOCTBIO:  NPEIHU30JOH, KOPTH30H, JeKkcameTra3oH. OIHAaKO 3TH
CUHTETUYECKUE AaHAJIOTM KOPTU30Ja OKAa3blBAlOT HEraTMBHOE BIMSHUE Ha
MPOLIECCHl POCTa, UX MPOJOHTUPOBAHHBIN AP(DHEKT MOKET OBICTPO MPUBECTU K
CUMIITOMaM [EpeNO3UpPOBKU. [l nmered ¢  OTKPBITBIMA 30HAaMH pOCTa,
OCOOEHHO MJIAJIIIEr0 BO3pacra, HaumOoJee ONTUMAlbHBIMH MpernapaTaMu
clleyeT CyuTaThb TaOJETHUPOBaHHbIE aHAJIOTM TUIPOKOPTHU30HA (KopTed,
Pharmacia). IlepBonavanbHas CyTOYHas J103a THIPOKOPTH30HA, HEOOXOoauMast
st monasnenust AKTT y geteit mepBoro roja >ku3Hu, MOXET JOoCTUTraTh 20-25
mr\M 2. OnHako cieayer u30erath JIMTENIBHOTO MPUMEHEHUS ITHX 03 Y
pebenka. B cpennem y nereii ctapiie 1 rona cyTouHas J03a THMIPOKOPTHU30HA
nomkHa coctaBisath 10-15 mr\m 2. [penapar naetcs Tpu pasa B IcHb B PaBHBIX
no3ax. boiiee BbICOKME O3Bl THAPOKOPTU30HA MPUBOAAT K CTOMKOW 3aIEPKKE
pocTa W JIPYyruM KYLIIMHTOMIHBIM MPOSIBICHUSM. Y JeTell ¢ 30HaMu pocCTa,
OJIM3KMMH K  3aKpBITUIO,  CIIEAYyEeT  HIPUMEHATh  MPOJOHTMPOBAHHBIE

[JIIOKOPTUKOMIHBIE TIpenapaThl, OKa3biBatouiue Oosee BbipaxeHHbIM AKTI -
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nomapisironii - adexr. CyrouHas [0o3a ITHX TMPEMapaToB  JTOJDKHA
COOTBETCTBOBATh SKBHBAJICHTHOH 103€ ruapokopTu3oHa 10-15 mr\m 2 B neHn
(mpeaumzoion - 2-4 mr\wm 2, pekcamerazon - 0,25-0,35 mr\m 2). s
MakcumanpHOoro momamieHust cekpemn  AKTI  1\3  cyrounoit 10361
NpEIHU30JI0HAa HA3HAYACTCSl B YTPEHHHE 4Yackl W 2\3 03Bl - MEpe] CHOM.
JlekcaMeTa30H Ha3HA4aeTcsl OJJHOKPAaTHO B BeuepHUE yachbl. KOPTU30H anerar
MOJKET OKa3bIBaTh TJIIOKOKOPTUKOUIHBIA 3G EKT TONBKO TMpPH YCIOBUU
JOTIOJTHUTENBHOW MeTa0oNM3allMi B OpraHu3Me, TpeOyroueld aKTUBHOCTU
depmenta  110era-ruApOKCUCTEPOUAIETHAPOTEHAa3bl | Tuma, KOTOpPBIA
OCYULIECTBJISIET MPEBpAICHHE KOPTH30HA B KOPTHU30J. Tak Kak 3TOT MEXaHU3M
MOXET OBbITh  HApyIIEH WIX UMETh  OOJNBIIYI0  HHAUBUAYAJIHHYIO
BapradeIbHOCTh, IPUMEHEHUE KOPTU30HA alleTaTa HexkesaTelbHo [5,6].

[Ipy Hanuuuu MUHEPATIOKOPTUKOUIHOW HEIOCTATOYHOCTH JIOMOJTHUTEIBHO
Ha3HayaroTcsl  mpemapaTel  QuroApokcukoptuzoHa.  IlorpebHocTh B
MUHEPAJIOKPTUKOUJIAX MaKCUMalbHa y JEeTell MepBOro rojaa >KU3HU U
coctasisiet 0,1-0,2 Mr B cyTKu. Y cTapiimx AeTeil J03a MUHEPATOKOPTUKOUIOB
camwkaerca g0 0,05- 0,15 mr B cyrku. CyTrouHasi n03a Ha3HA4yaeTcs B JBa
npuema. JIOTOTHUTENBHO BBOASIT B PAllMOH HW30BITOYHOE KOJIHMYECTBO
TIOBAPCHHOM coJi — 10 3 T B CyTKH [6].

Kputepusimu afekBaTHOCTH TEpanuu SIBJISIOTCS OTCYTCTBHE KIMHUYECKHUX
CUMIITOMOB MUHEPaJTOKOPTUKOUIHOM HEIOCTAaTOYHOCTH, 4 TaKKE€ HOPMAaJIbHbIE
MOKa3aTelld apTepUaIbHOTO JAABJICHMS, PEHUHA TUIa3Mbl U 3JIEKTPOJIMTOB KPOBH.
[Ipn HE0OXOAMMOCTH MPOBOASIT CUMITOMATHYECKYIO TEpanuio apTepUabHON
runepTeHsun  auypernkamu (dypocemun, Ttpuamiyp). KamuiicOeperarommue
IuypeTuku (BepommupoH), a Takxke HNAIID nporuBomokazansl. B ocTphlit
nepuosi 3a00JeBaHUs HCIOJB3YIOT TaKXke WH()Y3HMOHHYIO Teparui s
KOPPEKIMH BOJHOTO M 3JIEKTPOJIMTHOTO OanaHca [25].

CBoeBpeMeHHasi W MpaBUjibHasg  Tepamus  TIIIOKOKOPTUKOHWIHBIMU
mpernapaTaMu  OOeCrieuMBaeT HOpPMalbHBIE TEMIBI pPOCTa W KOCTHOTO

co3peBanus. [lepeo3upoBka mpenapaToB HETAaTUBHO BIMSIET HA POCT peOeHKa:
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CHIW)KEHHE CKOPOCTH pocTa 10 4 CM B TOJ U MEHEE CBUAECTEIBCTBYET O
XPOHUYECKOM MEpPEeAO3UPOBKE TIIFOKOKOPTHKOWIOB. B mpouecce Tepanuu He
cienyeT Jo0uBaTbcsd CHWKeHue ypoBHA 17- OIl 1o MUHUMAaIbHBIX
HOPMATHUBHBIX IOKa3aTeneil. bonee yOenuTenbHOM MapKepoM aJeKBaTHOCTU
Tepanuu npu 21- rUApPOKCUIA3HOM JedUIIMTE CIEAYeT CUMUTATh IMOKa3aTelb
PEHUHOBBIM  aKTUBHOCTH IUIA3Mbl: HEJOCTATOYHAas Jl03a MPUBOAUT K
MOBBIIIICHUIO YPOBHS pEHWHA, U30BITOUYHAs K TMOAABICHUIO PEHUHOBOU
akTUBHOCTU. Jlisi geTred mosydarouux Mpenaparbl MUHEPATOKOPTUKOHUIOB,
HEO0OXO/IMM MOCTOSTHHBIN KOHTPOJIb YPOBHS Kallusd U HaTPHUS B CBIBOPOTKE KPOBU
[6].

[Ipn  TsDKENbIX  WMHTEPKYPEHTHBIX  3a00J€BaHUAX U ONEPATHUBHBIX
BMEILIATEIbCTBAX CIEAYeT NPUMEHATh B/M BBEIEHHE TMAPOKOPTHU30HA
remucykiuHara B go3e 100 mr/m 2 B CyTKH, BBOJAMMOW B YETBIpE MpHEMA.
Nupekuuu  cienyeT  NOpoAoJDKaTh O  BOCCTAaHOBJIEHHS — BO3MOXKHOCTH
NepOpaIbHOr0 MpHeMa TIIIOKOKOPTUKOUAOB. [Ipu pa3BUTUM COJBTEPSIOLIETO
KpHU3a peKOMEHAYETCsl B/B BeICHHE THUIPOKOPTU30HA C 4-4aCOBBIM MHTEPBAJIOM
U JIOTIOJTHUTENbHOE KameiabHOE B/B BeACHHE (DU3HOJOTMYECKOr0 pacTBopa B
konuuectBe 150 mu/kr/cytku. 25% ykazaHHOro oObeMa KUAKOCTH JOJHKHO
ObITh BBEJCHOB IEpBble JBa yaca Tepanuu. llocie ymydmieHUs COCTOSHUSA
OOJILHOTO U BOCCTAHOBJIEHUS BO3MOKHOCTH MEPOPAIIBHOIO MpHUeMa penapaToB
NEePEXOAAT K CTAaHAAPTHOM CXEME TEepaIlnu.

[Ipn mo3nHEN AMArHOCTUKUA U JICYEHUH Y JeTeld 000ero rmoja MOXKeT
ManudectupoBate uctuHHoe IIIIP. Dtor QeHomen ocoOeHHO dYacTo
HaOMoaeTcsl y JeTei, JIedeHHe KOTOpBIX HauyaTo MPH KOCTHOM BO3pacTe,
nocturimeM nyoOepraTHeIX 3HaueHuid: 11-12 jer y geBouek u 13 mer y
MallbYUKOB. B 3TuX ciy4asix, HECMOTpsi Ha aJICKBaTHYIO0 Tepamuto
[IFOKOKOPTUKOUIaMU y MaJIbYUKOB MPOTPECCUPYIOT CUMIITOMBI
aHApPOTCHU3AIlMU, YBEIUYUBACTCS O0BEM SIUYEK, Y JIEBOYEK YBEIUYMBAIOTCS
MOJIOYHBIE ~ JKEJE3bl, HNPUXOAAT MeHcTpyauuu. llpy  ropMoHasbHOM

oOcJieToBaHNM BBISBIsICTCs MoBbilieHne ypoBHs JII' B xome tecta ¢ JII'-PI,
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CBUJCTEILCTBYIOIIEE OO0 HWCTUHHOM IIOJIOBOM co3peBaHuu. HHunmanms
ucturHOrO [1I1P MOXeT HeGmaronpusTHO CKa3bIBATHCS HA MMPOTHO3E POCTA ITUX
JeTel, TMO3TOMY TMOCJI€ TOPMOHAJIBHOIO TOATBEPXKACHUS  aKTUBALUU
TOHAJOTPOIHON (YHKIMK CIEAyeT pemarb BONPOC O JIOMOJHUTEILHOM
Ha3HAYCHUM aHAJIOTOB JtoIrbepuHa [6].

Y 1eBOYEK C BBIPAXCHHOM BUPWIM3ALKMEN HApPYKHbIX TIECHUTAIUU
HeoOxomnMa xupyprudeckass koppekmus. B 2006 r. ma MexayHapoaHou
KoH(epeHuuu, MOCBSIIIICHHOMN UHTEPCEKCyaIbHBIM npoOliemam,
OpraHM30BaHHOM COBMeCTHO EBpomeilckuM ¥ AMEpPUKAHCKUM O0O0IlecTBaMu
JNETCKHUX 3HJAOKPUHOJOIOB, ObUIM MPUHATHI OCHOBHBIE MOJIOKEHHUS 110 BEJAEHUIO
U XUPYPrUUE€CKOM KOPPEKIHMH OOJIbHBIX C HApYyLIEHUSMU (HOPMUPOBAHUS TOJa
[22]. CornacHo 3TOMY MOJI0XKEHUIO, (DEMUHU3UPYIOIIAs TIACTHKA 3aKITF0UASTCs
B PEAYKLMOHHOW (aysomiacTike (peIyKIUOHHAs KIUTOPOIUIACTHUKA), JOJIKHA
IIPOBOJUTECS B BO3pacTe 3-6 MECSLIEB U MOXKET COYETAThCs C BArMHOIUIACTUKON
[21].

AHanu3  pe3yJbTaTOB  YCOBEPIICHCTBOBAHHOTO  METOJAa  KOPPEKLUHHU
TUNEPTPOPUPOBAHHOTO KIUTOpA IMOKa3aJl, YTO JaHHAs oOlepauus SBISETCS
OpPraHOCOXPAHSIOUIEH, TaK KaK 3PEKTHUJIbHAS TOJOBKA OCTAETCsS HETPOHYTOU M
YYBCTBUTEJIbHOW B CBS3U C COXPAaHEHUEM COCYAMCTO-HEpBHOro mydka. lIpum
OTOM 4YyBCTBUTEJIBHBIE K aHJAPOT€HAM KaBEPHO3HBIE Te€la IOJHOCTHIO
peserupyrores [21].

[TonoBast NpUHAIIEKHOCTD U ONEPALIMM HA TEHUTAIHSAX OCTAIOTCS CIIOPHBIM
BOIIPOCOM, KOrJla pedb HJIeT 00 HWHTEPCeKCYyalbHBIX  MAlMECHTAaX.
Xupypruueckoe (pOpMUPOBAHUE HAPYKHBIX MOJOBBIX OPraHOB IO KEHCKOMY
THUITY MOKET 3HAYNUTEIBHO OCIIOKHUTh OCO3HAHUE M'eHJICPHOM MPUHAIIIEKHOCTH
NAIMEeHTOB B mocieayroeM. MimMeroTcss coodieHust o reHepHon Auchopuu y
NAIMeHTOB, KOTOpPhIM ObUIM CcHOpPMHUpPOBAHBl BHELIHUE TEHUTAJIUH T10
JKEHCKOMY THUIly B  MJIQJICHUECTBE HA OCHOBAaHHHM MCKIKOYUTEIBHO
aHaToMu4yeckux JgaHHbIX [21,23]. Takas renaepHass auchopus MOXKeET

BO3HUKHYTL BCJIICACTBUC aHAPOTICHHOT'O BOSIIefICTBH}I Ha TOJOBHOM MO3T caic B
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SMOpPHOHANLHOM TepHoje. TeM He MeHee, CYAHTh 00 HMCTUHHBIX NMPUUYMHAX
TUCHOpPUU Y MHTEPCEKCYaNbHBIX MAIMEHTOB CIIOXKHO. {7 TakWxX MaIMeHTOB
CYILECTBYET 2 OCHOBHBIX MPUHIIMMA: 1) paHHSS FeHUTANIbHAs PEKOHCTPYKIIUS C
COOTBETCTBYIOIIUM ONPEIEICHUEM IOJOBOM MNPHUHAIIEKHOCTH M 2) paHHEe
ONpeJiesieHHe TMoja MalheHTa ¢ OTCpOYeHHOW omnepanueil. JocTonmHcTBOM
TeHUTAIBHON PEKOHCTPYKIIMHU B TPYJAHOM BO3pACTE SIBJISIETCS HE BIIOJIHE JJOKa-
3aHHO€ IICHXOJIOTMYECKOE€ MPEUMYLIECTBO IPOBEACHUS  ONEpPALMH  JI0
OCO3HAHMS TMOJIOBOM MpUHAIIEKHOCTU. CyIIEeCTBYeT TakKe MHEHHE, 4YTO B
TOM BO3pacTe peadwIuTaluus TOocle OIepalud MPOUCXOJUT ObIcTpee.
[IpeumyiiecTBOM BTOPOTO NPUHIMUIA SBJIAETCS BO3MOXKHOCTH MallMeHTa
CaMOMY y4YacTBOBaThb B INPHUHATHHM PEILIEHUS OTHOCUTEIBHO XUPYPTHUYECKOIO
BMEIIATEIbCTBA. TEOPETUUECKU 3TO MOKET MUHUMH3UPOBATh MPOOJIEMBI, €CIIU
HalMEHT B KOHEYHOM UTOTe BBIOEPET POTUBOIIOJIOKHBIN 1o [21].

XHAPYPrudecKyr0 KOPPEKLHUI0 HApYXXHBIX IIOJIOBBIX OpPraHOB, COIVIACHO
EBporneiickoMy KOHCEHCYCY, Lenecoo0pa3Ho MPOU3BOAUTH MPHU BBIPAKEHHON
pupuiamzaiu - |I-1V crenenn mno Prader. ITlockonbky 3peKkTuiIbHAsS |
opra3mMuyeckas (PyHKIMST MOTYT ObITh HAapyILIEHbl NpPU YJAJIECHUU KIUTOPA,
IPEANIOYUTENBHO MPOU3BOIUTE PEAYKIMOHHYIO KIINTOPOILIACTUKY — PE3EKIIMIO
KAaBEPHO3HBIX TEJ KJIUTOPA, C OCTABJIEHHEM COCYAMCTO — HEPBHOIO ITyyKa U
rOJIOBKH KJIUTOpa (BMECTO yaalieHus kiuropa). [Ipu penyKurMoHHON miiacThke
KJIIMTOPA KEJATEJIbHO IPOU3BOJUTH IO BO3MOYKHOCTH HMHTPOMUTOILIACTUKY
(bopmupoBaHue BXOJla BO BIIArajuile) MpPU HAIMYUM TEPCUCTUPYIOLIETO
ypOreHHUTaIbHOTO cunyca [21].

OpnHako cienyeT YYecTb IICMXOJIOTMYECKOE BOCHPHUATHE II0JIa TOCIIE
MIEPEHECEHHON omnepauuu. Tak Kak IPOBEACHUE MO3JHEU OIEpALUU MOXKET
CKa3aThCsl HA ICUXOJOTMYECKOM 3/I0POBbE JIETEN.

XOTSl TEeHJAEPHOE BOCHUTAHUE HENb3S PAaCCMaTpPUBAaTh KaK CBHUJIETEIHCTBO
Hed(PhEKTUBHOCTU JIeUeHUs, OOJIbIIIasi YacTh HE OINEPHUPOBAHHBIX JICBOYEK C
BUPHJIM3AIMEC HAPYXKHBIX MOJOBBIX opraHoB mo Prader 4-5 sBistorcst romo-

N 6I/ICCKCyaJ'IBHI>IMI/I M0 CpaBHCHHIO C HACCJIICHUCM B LECJIOM, 4YTO BCCTAAd
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IJI0XO0 OTpakaeTcsl Ha MX KA4eCTBE KU3HU. VICTOPHUECKH CIIOKHIOCH TaK YTO
HEKOTOpasi YacTh OTUX JEBOYECK C POXKIACHUS HIACHTUPUITUPYIOTCS Kak
manpunkn. [locnemyromiee mepeBOCIUTaHNE JETEH C OMHOTO ToJia B JIPYrou
HETaTHBHO JCHCTBYET HA WX TOJOBOE BOCHPUITHE, TO €CTh MPHUBOJHUT K
renaepHoii quchopun [23]. B ocHOBe BbIOOpE MMOJIa peOCHKA JIC)KHUT HE TOJIBKO
NMaTOTCHETHUECKUN XapakTep 3a00JIeBaHMs, KOTOPBIH MOXKET pean30BaThCs B
JOCTaTOYHO IIMHUPOKOM JHMAMMa30He KIWMHWUYECKHX TPOSBICHUNA, HO U
BO3MOXXKHOCTh TOPMOHAJIBHOU, (DPU3MOJIOTHYECKON, IMCUXHUYECKON ajanTaiun
nmareHTa B BBIOpaHHOM Toyie. CBOEBpeMEHHAs XHPYprudecKas KOPPEKITHs
HapY)KHBIX TCHHUTAJIWNA M TMATOTCHETHYECKas Tepamus TIIOKOKOPTUKOWUTHBIMHU
npenaparamu npu 21 — rUAPOKCUIIA3HOM Jle(pUIITe CO3AaayT BCE YCIOBUS IS

TapMOHHUYHOM aJjanTalliK B )KEHCKOM 1oJie [6].
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BriBoasnl k I';1ase |

W3  BeHIEM3NIOKEHHOro  ciuenyer  ckazarb  4ro, BJIKH  wm
aJlpeHOTEHUTANIBHBIM  CHUHJIPOM - Tpynma 3a00JeBaHUl C ayTOCOMHO-
PEIECCUBHBIM TUIIOM HACJIEIOBaHUS, B OCHOBE KOTOPBIX JICKUT Je(PEKT OJTHOTO
U3 (EepMEHTOB WM TPAHCIOPTHBIX OEJIKOB, MNPUHUMAIOIIUX Y4YacTHE B
OMOCHHTE3€ KOpPTH30JIa B KOPE HAJIOYEUYHUKOB. BOo MHOrmx crtpaHax mmpa
COrJIaCHO MPOBEAEHHOMY CKPHHHMHIY IO HauOOJiee 4acTO BCTPEYAIOLIEMYCS
nebunuty Qepmenta 21-ruapokcunazel (B 95% cioyuyaeB) ycTaHOBIEHA
3aboneBaemMocTh 3Toi (opmbl maronoruu BJIKH, xoTopas B kiaccuueckom
BapuaHTE BCTpeuyaercs B obuieil nonymsauun y 1 Ha 14199 HoBOpoxkaeHHBIX. B
CIIIA 3aboneBaemocth coctaBisieT 1 Ha 15 000 HOBOpOXACHHBIX, HA AJISICKE
TOT mokKazarenb cocraBiasier 1 Ha 280, B IlBenimapmm 1 na 37 220
HOBOPOXJICHHBIX feteit [11].

[Ipy mo3gHel IUArHOCTHKU M JICYEHUH Yy JAeTed 000ero mojia MOXKET
MaHnudectupoBatb uctunHoe IIIIP. Ortor (¢deHomeH ocoOeHHO YacTo
HaOMoaeTcsl 'y JeTel, JiedeHHe KOTOPBIX HayaTo MpU KOCTHOM BO3pacTe,
nocTurmeM mnyoepratHblx 3HaueHwit: 11-12 jmer y neBouek u 13 jer y
MaJp4MKOB. B 3THX ciydasx, HECMOTps Ha AaJCKBATHYIO TEpaIHIO
TIIFOKOKOPTHKOUIAMU y MaJb4YUKOB IPOTPECCUPYIOT CUMIITOMBI
aHAPOTCHMU3AllMU, YBEIMYMUBAECTCS OOBEM SIMYEK, y JIE€BOYEK YBEIMUYHMBAIOTCS
MOJIOYHBIE ~ JKE€JEe3bl, NPUXOAAT MeHcTpyauuu. Ilpum  ropmoHampHOM
oOcnenoBaHuM BbIsBIsieTcs moBbiieHue ypoBHsa JII' B xoxe tecta ¢ JII'-PT,
CBUJETENBCTBYIOIIEE OO0 HCTUHHOM TIOJIOBOM coO3peBaHuu. HWHunmamnms
uctuaHoro IIIIP Moxker HEOIarompusTHO CKa3bpIBaThCA Ha IPOTHO3E POCTA
ATUX JeTed, MO3TOMY IOCIE€ TOPMOHAIBHOTO TOATBEPKIACHUS aKTUBAIUU
TOHAJOTPONMHOM (PYHKIMHM CIIEAyeT pellaTh BOMNPOC O JOMOJHUTEIHHOM
Ha3HAYCHWH aHaJIOroB JrorOepuHa [6].

BJAKH perckoro Bo3pacta SBISIETCS AaKTyalbHOM H  MaJOU3yYEHHOMH
00J€3HBIO, B CJEACTBUM KOTOPOM NpU MO3AHEN [IHATHOCTHKE Yy JETel

pasBuBaercs JjoxHoe IIIIP, mpusHaku angporeHusanuu. B mocnenyromem
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IIPUBOJUT K PAHHEMY 3aKPBITHIO 30H POCTA, YTO MPUBOJUT K HU3KOPOCIOCTH Y
B3pocibIX. Kpome TOro, HeNpaBUIBHOE U HECBOCBPEMEHHOE JICUECHUE NETEU C
B/JIKH nprBOIuT K HapacTaHUIO NPU3HAKOB BUPWIN3ALUN Y HUX, HAPYLICHUIO
depTunpbHON a TaKKe PENpPOAYKTUBHOM  (YHKIMH, COIMAIBHON |
IICUXOJIOTUYECKOM JIe3aalTalluy Y HUX. [JaHHYI0 [TaTOJOTUIO TOJKHBI U3y4YaTh
HE TOJIBKO DJHJOKPHMHOJIOTHM, HO TAaKXE W HEOHATOJIOTH, TMHEKOJOTd H
neauarpel. Tak Kak, IpaBWIIbHAS MHTEPIIPETALHs NOJIOBOW NPHUHAIECKHOCTH
3aBHCHUT OT HEOHATOJIOIOB, MOCJENYyIollee HAabMI0EHUE 32 I€TbMU POBOUTCS
neauaTpaMy U OYeHb BaXKHO HA paHHEM ATalle pacro3HaTh NPU3HAKKU O0JIE3HU U
OKa3aTb B CBOEBPEMEHHYIO NOMOILIb JaHHBIM O0ibHBIM. OCOOEHHO YacTo
JI€BOYKHU POXKICHHBIE C YBEIMYEHHBIM KIUTOPOM OHIMOOYHO BOCHMTHIBAIOTCS

MaJIbYUKaMH.
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T'JIABA |1
MATEPUAJIBI U METOAbI UCCJIIEJOBAHUSA
2.1. MartepuaJjibl uccjieI0BaHUsI

JuccepraninoHHas paboTa OCHOBaHA Ha aHAIW3€ JAHHBIX MOJYYEHHBIX B
pe3yJbTare:

OO6cnenoBanus JeTell MOMy4YaBIIUX CTAIMOHAPHOE JICYEHUE B OTJIEJICHUU
JETCKOM  SHJOKPUHOJOTUM W  PETPOCIEKTUBHOTO  aHAli3a  apXMBHBIX
MatepuasioB ucTopuii OonesHert B HayuHo-uccnemoBarensckom LleHTpe
OHpokpuHosoruu M3 PV3.

B pabote mpencrtaBieHbl aHHbIE OOCIEIOBAHMS W JICUCHUS JETeH U
noapoctkoB 3a mepuon ¢ 2010 mo 2013r, a Takke JaHHBIC AapPXWBHBIX
MatepuanioB 3a nepuoa ¢ 2002 nmo 2012 roga. B nemomM xonudecTBO OOJIBHBIX
coctaBmwio 38; 32 apXuUBHBIX HCTOpUN Ooyie3HEH W 6 JeTe MoaydaBIIUX
CTallMOHapHOE JieueHne. ManbuukoB B koinuecTBe 12, neBouek 26. Bo3zpact
OOJIbHBIX COCTaBMII OT 1,5 mecsieB 10 16 JeT y MaTbyuKoOB, OT 6 MecsleB A0 16
JIET y JIEBOYEK.

Ta6numna 1.

PacnpenesieHue NanMeHTOB 1O MOJIY U BO3PACTY.

[Ton Bo3spact (nier) | Bcero
Manbunku 7,57%1,48 12
JleBouKkM 7,55+0,88 26

bosibHBIE TIONy4YaBIIME CTAllMOHAPHOE JIEUCHHWE TMPOLLIM  TOJHOE
KIIMHUYECKOe O0OCIeoBaHUE B OTICICHHUM JETCKON sHAokpuHonoruun HUU
OupaokpuHosiorun M3PVY3 (npuiioxenue).

CeneHus 0 KaXJ10M OOJIbHOM, a TaK)Ke JJAHHBIC U3 apXHWBHBIX MaTEPHAIOB
3aHOCWIM B CIIEIUATIBHO Pa3padOTaHHYIO0 AHKETY, BKIIOUYAIONIYIO CIEIYIOLIUE
MOKa3aTeIu: aHAMHECTUUYECKHE JIaHHBIC; JAHHBIE AHTPONOMETPUM M TOJIOBasd
dbopmyrna;, pe3yiabTaThl  OMpPENETCHUS TOPMOHOB B  KPOBH;  JIaHHBIE
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MHCTPYMEHTAJILHOTO O0OCIJIEIOBaHUS, PE3YIbTAThl OMNPEACICHUS KOCTHOTO
BO3pacTa C IMOMOIIBID PEHTTeHa KUCTU PYK; JaHHbIC KOHCYJbTAlM Y3KHUX
CIEIMAIKNCTOB, a TAKXKE JaHHBIE O KAPUOTUITMPOBAHUE.

2.2. MeToabl UCCJIeI0OBAHMS

2.2.1. Kiiman4yecKkne MeToabl HCCJAET0BAHUSA

B npunoxenuu npeactaBieH o0bem oOcienoBanus nanueHToB. [IpoBoaunack
BBIKOMMPOBKA aHAMHECTUYECKUX JTAHHBIX W3 apXHUBHBIX MATEPHAJIOB, a TAKKE
cOop aHaMHe3a y JeTell NoJIyd4aBIIMX CTaluoHapHoe JiedeHue. [lpu sTom
oOpaiiaay BHUMAaHHME Ha CIEAYIONIME JaHHbIC: POCT, BEC IpPHU POXKICHUH,
pPOJCTBEHHOCTh Opaka poautenedd, Hamuuuga BJAKH y Onwxkaiimmx
POJICTBEHHUKOB, BpeMsl W TIOPAJIOK TIOSBJICHUS] KaIO0 UM CHUMIITOMOB
3a00J1€BaHUSI.

AHTpPOIIOMETPUYECKOE UCCIEA0BAHUE BKIIIOUAIIO ONIPEACIICHUE POCTA, BECA,
HNMT, SDS pocra, monoBas Gpopmyia.

Poct oOcnenoBaHHBIX u3Mepsiid 0e3 OOYyBH B TOJOXKEHUH CTOSI C
TOYHOCTHIO 110 0,5 cM, Bec onpeiessyii Ha CTaHIAPTHBIX BECaXx.

NMT BBIYKCIISIIM KaK OTHOLIEHUE MACCHI T€Ja B KT K KBaApaTy JJIMHBI Tela
(pocta) B M’

SDS pocta BbryuCIsUd MO cneruanbHoi dopmyne SDS=x-X/SD, rae x -
poCT mainueHTa, X - CpeITHUN POCT JJIsl TAaHHOTO XPOHOJOTMYECKOI0 BO3pacTa 1
nona, SD- cTaHgapTHOE OTKJIOHEHHE JUIsl TAHHOTO XPOHOJOTUYECKOTO BO3pacTa
u mnona. JlaHHas MeTOAMKA COOTBETCTBYET OpuTaHckuM cranpaptam (J.M.
Tanner, H. Goldstein, R.H. Whitehouse, 1970) [27]. [losydeHHbIC naHHBIC
CBEPSUIM C TIOKA3aTeISIMM MEPLIEHTHIILHBIX Ta0muIy [26].

[lonoBast ¢dopmyna y JeBOYEK BKIOUala B Ce0S:  OBOJIOCEHHE
noambiiieudsix BoaauH - Axillaris (Ax), oBosocenue no6ka - Pubis (P),
pa3BuTHE MOJOYHOH »xene3bl - Mammae (Ma), Bo3pacT HACTYIUICHHUS MEPBOM
meHcTpyaruu - Menarhis (Me), pasmepbl kautopa (cM); y MaJbYUKOB:
OBOJIOCEHHE MoAMbIIeUHbIXx Bragud - Axillaris (AX), oBomocenune noOka -

Pubis (P), oBonocenue auma Facialis (F), pasmepsl momoBoro uiena - Penis
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(cM), oOveM simuek — Testis (mur, mo opxumomerpy Prader). Bece moka3zartenu
OILICHUBAJIUCH 110 CTaausM mosioBoro pa3surtus (Marshal u Tanner) [6].

VY pTpa3ByKOBOE CKaHUPOBAHUE MATKH U SUYHUKOB.

Bcem neBoukaM MpPOBOAWIIM YJIbTPa3BYKOBOE CKaHUPOBAHHE MATKU H
SUYHUKOB, IPU KOTOPOM ONPEIEISUIN pa3Mepbl MaTKU, TOJILIUHY U CTPYKTYpPY
OHIOMETPHUS, pa3Mepbl SUYHUKOB M IAapaMEeTpbl, XapaKTEpU3YIOLIUE UuX
(GYHKIIMOHATBHYIO aKTHBHOCTb.

JleBoukH OBLIM OCMOTPEHBI TMHEKOJIOTOM, OLEHEHA CTENEHb BHUPWIN3ALUU
HApY)KHBIX TEHUTAIMK 1o 1mkane Prader: 1-s creneHb BUpWIH3ALNAU -
runepTpodus KIUTOpa M HOPMAJbHBIA BXOJ BO BIArajuile; 2-s1 CTEICHb
BUPWIN3ALUA - TUOEPTPOo(Us KIUTOpa M YaCTHUYHOE CpalleHue OOJIbLINX
MIOJIOBBIX TYO (BBICOKAsi 3aIHss Craiika); 3- CTENEHb BUPWIM3AIMUHN - KIUTOP
runepTpodupoBaH U cHOPMUPOBAHA €r0 TOJIOBKA, CpallleHUE IOJIOBBIX TI'y0
bopMUpYyET YpOr€HHUTAJbHBIH CHHYC - €IMHOE MOYEIOJOBOE OTBEPCTHE Y
OCHOBaHMS KJIHTOpa; 4-5 CTeneHb BUPWIM3AUUU - TUIEPTPOPUPOBAHHBIN
KJIIUTOpP HAlOMUHAET HOPMAJbHBIA IIOJIOBOM 4YJIEH, OJIHAKO, HMEETCS €ro
ucKpuBlieHHe ((ukcamuss K TPOMEKHOCTH), YpPOT€HUTAIbHBIA  CHHYC
OTKpPBIBACTCS HA CTBOJIC MJIM T'OJIOBKE MOJIOBOTO WieHa (TMHeallbHast ypetpa) [6].

Bcem OOnbHBIM NPOBOAMIIOCH PEHTTEH MCCIEAOBAHUE KHUCTU PYK C
OmpeNesicHheM  KOCTHOTO  Bo3pacTa B peHTreH  kabunere  HUU
OHJOKPUHOJIOTHH. bbula IpOBEIEHa OLIEHKAa COOTBETCTBUS KOCTHOT'O BO3pacTa
NacIOPTHOMY.

Bcem mnamueHTamM 1OpoOBENEHO KAPUOTHUIIMPOBAHHME C  OINpPEACICHUEM
nmojoBoro  xpomarmuHa B HHUU OHIOKPUHOJIOTUU, a  TaKxke
MPOKOHCYIBTUPOBAHBI TEHETUKOM.

Bce manmeHThl OCMOTpPEHBI M MPOKOHCYJIBTHUPOBAHBI HEBPOIIATOJIOIOM H
OKYJIUCTOM.

Hanusie MPT runoduza OblmuM moiaydeHbl y 6 OOJBHBIX MOJIYYaBIIUX
CTallMOHApHOE JieueHHne W y 16 apxuBHbIX wucrtopuii Ooneznen. KT

HaAIIOYCYHHUKOB ObLIN IIPOBCACHBI Y 5 OOJBHBIX IMOJIy4aBIIMX CTAMOHAPHOC
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JieYeHUe, U3 apXUBHBIX MaTepuanoB AaHHble 0 KT HaanmoyeyHuKax MoaydyeHsl y
14 GONBHBIX.
2.2.2 T'opMoHAJIbHBIE METO/IbI HCCJIETOBAHUSA

B3situe kpoBH IS MCCIIEIOBaHWN TOPMOHAIBHOTO CTaTyca MPOBOAWIOCH
U3 JIOKTEBOW BEHBl YTPOM HATOIIAK B MPOOUPKHU.. YPOBEHb TOPMOHOB
Oompeneysuics  Opu  MOMOIIM  PAJUOMMMYHOJIOTMYECKOTO  METOIa  C
ucrnosib3oBanueM crangaptaeix HabopoB IMUNOTECH(Uexwus). B xauectBe
HOPMATHUBHBIX  TIOKa3aTeledl  MCMOJb30BAIMCh  JaHHble  JabopaTopuu
PaIMOMMMYHBIX HCCIIEIOBaHUN (pyKOBOJAWUTENb - K.0.H., AOIypaxmaHoBa
AM.).
Bcewm nanpienTam npoBoAMIIOCH Oonpe/ieieHe B nepudepuieckoi KpoBu
OEJIKOBBIX U CTepOUAHBIX TopMoHOB 17-OH, T.

Tabmnuma 2.
HopmanbHble nmoka3arenu 17 ruapokcunporecrepona (HMoJib/J1) B

3aBHCUMOCTH OT I10J1a M1 BO3pacra

BO3pacTt JleBouku MaJlbUuKHU
0-1 mec 1,2-6,5 1,2-6,5
Imec- 10 et 0,09-2,7 0,09-2,7
Cranus mybeprara 2 0,3-2,9 0,2-3,5
Cranus mybeprara 3 0,3-3,3 0,3-4,1
Cramus mybeprata 4 0,5-6,9 0,8-5,4
B3pocibie 0,6-8,0 0,8-6,0

Craauu nybeprara paHKUPYIOTCS MO IKaie Tanner, B Kotopoit ctaaus 1
COOTBETCTBYET PeOypTaTHOMY Pa3BUTUIO peOEHKA U OTCYTCTBUIO BTOPUYHBIX
MOJIOBBIX MIPU3HAKOB, CTA/IUs 4-5 COOTBETCTBYET MOJIOBO3PEIOMY CTATYCY. Y
JIeBOUYEK (PUKCUPYIOTCS CTAJAMM PA3BUTHS MOJIOYHBIX JKeJIe3 U BTOPUYHOTO

OBOJIOCCHHUC, Y MAJIbYMKOB BTOPUYIHOC OBOJIOCCHUC U PA3MEPHLI ITOJIOBOI'O 4YJICHA

[6].
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HCCJ’IGI{OB&HI/IC TCCTOCTCPOHA KPOBHU IMPOBOJNIIOCH Y BCCX IMAIMCHTOB

pPaaAuOMMMYHOJIOTHICCKUM MCTOAOM, HOPMATUBHLBIC ITOKA3aTCJIN IIPUBCICHBLI B

tabnuie 3.

IHoka3aTe/in HOPMBI TECTOCTEPOHA KPOBHU (HMOJIb/JT)

Tabmuma 3.

BO3pacT MaJbYHKH 1€BOYKH
1-5 mec 0.03-6.14 0.03-0.17
6-11 mec 0.07-0.24 0.07-0.17
1-5 ner 0.07- 0.87 0.07-0.35
6-9 net 0.1-1.04 0.07-0.69
Cragus mybepraTta 1 0.07-0.8 0.07-0.35
Cranus mybeprata 2 0.17-2.43 0.17-1.04
Cranus mybeprara 3 0.52-9.72 0.35-1.04
Cranus nybeprara 4 3.64-18.91 0.52-1.9

Cramus mybeprata 5 9.19-27.76 0.35-1.39
B3pOCIIbIE 8.72-38.17 0.52-2.43

Tabmnuma 4.

Hopmanbnbie nokaszareau 17 KC cyroyHo# MO4YH B 3aBUCMMOCTH OT I10J1a

U BO3pacra.

Bospact Manpurku JleBouku
(Mr/cyT) (mr/cyT)

0-4 rona 2 2

4-8 net 3 3

9-12 ner 1-6 1-6

13-16 net 3-13 2-8
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BriBoasnl k I';1aBe ||

ITo coOpanHbIM HaMU MaTtepuasiaM OyJyT U3y4eHBI U 00CIIECIOBAHbI JaHHbIE
nanueHTel. B 1ie0M KoauM4ecTBO OOJBHBIX cocTaBuiio 38; 32 apXUBHBIX
ucTopuii 0osie3HeH 1 6 JeTel MOoMydaBIINX CTAIMOHAPHOE JIeueHne. MaTburKoB
B KoJinuecTBe 12, nmeBouek 26. BospacT 00ibHBIX cocTaBmiI OT 1,5 mecsiieB 10
16 mer y manpumkoB, oT 6 MecsueB A0 16 ner y neBodyek. CpenHuid Bo3pact
MaJIBYMKOB cocTaBuia 7,57+1,48 net, cpeanuil Bo3pact aeBouek 7,55+0,88.

JletsMm W moApocTKaM  ObUIM  TMPOBEICHBI  KIMHUYECKHE U
AHTPOIMIOMETPUUECKHE HCCIICIOBAHUSI KOTOPhIE BKJIIOYAIM B ce0S HM3MEpPEHUs
pocrta, Beca u Beruucienus UMT, SDS pocta. OOBeKTUBHBINM OCMOTp BKIIIOYAT
B ccOs OICHKY CTaauH IOJOBOI0 Pa3BUTHS IO M0J0BoM (opmyne Marshal u
Tanner.

['opMoHanbHBIE  aHaIW3bl  OPOBOAWINCHL B jabopatopun  HUU
DHJIOKPUHOJIOTUM U OIEHUBAIKNCH IO TaOJMI[aM HOPMATHUBHBIX IOKa3aTesieu
COTJIAaCHO BO3pacTy M TMoJjia TalueHTOB. bblla B3siTa KpOBb Ha H3YUYCHHE
ropmoHa 17 OII, TectoctepoHa u cytounas Mmoya Jjsi uzydenus: 17 KC moun.
Bce 3T rOpMOHBI SIBISIFOTCSE MapKepamMu JaHHOM MATOJIOTUHM U OYE€Hb BaKHbI
JUJIS1 IPABUJIBHOM MTOCTAHOBKM JIMArHO3a M MOCIEAYIOIEr0 MOHUTOPUHTA.

Bcem mnanueHTtaM mOpoOBOAMIOCH KapUOTHUIIMPOBAHUE JISI OMNPEACICHUS
T€HOTUITUYECKOW MPUHAJICKHOCTU U OMPENIeNICHUs TTOJIOBOT0 XpOMaThHa. JTO
oOclieTOBaHUE TaKXKe SBISETCS OJHUM M3 JIMATHOCTUYCCKUM KpPUTEPUEM IS
MMOCTAHOBKHU JMAarHo3a BKJIIOUEHHBIM B KJIMHUYECKUE PEKOMEHIAIMU OO0IeCTBa

supokpuHosoros (Phyllis W Speiser, at all., 2010).
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T'JIABA 111
PE3YJIBTATBI U UX OBCYKJIEHUE
3.1. Knunuveckasi XapaKkTepuCcTUKA JeTeil U MOAPOCTKOB C BPO:KIEHHOM
AUCPYHKIHEH KOPbI HAAOYEeYHUKOB

3a nepuon ¢ 2002 mo 2012r. roasl B OTACICHUH ACTCKON 3HAOKPHUHOJIOTHHU
Hayuno-uccnenoBarensckoro LleHTtpa sHuokpunosmorun M3 PVY3 nomyuywnnu
CTallMoHapHoe JedyeHue 38 gered W moApPOCTKOB ¢ jauarHozoM BJIKH,
BUpHWIbHAs Ghopma.

[IpyuriHamMu, 1O KOTOPBIM poaMTENnu JAeTel oOpatwinch B LleHTp
SHJOKPUHOJIOTUU OBLIU KIUTOPOMETalids y JEBOYEK, YBEIMYEHHE pPa3MEpOB
MOJIOBOTO 4J€HAa y MaJb4YMKOB, M30BITOUHBIA POCT BOJIOC HAa JIMIE U Tele,

MMOABJICHNEC BTOPHUYHLIX ITOJIOBBIX ITPHU3HAKOB, HU3KUM POCT.

Tabmuia. 5.
JlaHHbIe KIMHUYeCKOro oocenoBanus aereit ¢ BIKH
[Tokazarenu JIEBOYKHU MaJIbUUKH
N=26 N=12

Bo3spact 7,55+0,88 7,57+ 1,48

Bec (xr) 27,25+3,19 28,06+4,68
UMT (xr/m?) 17,5+0,77 17,8%1,28
Poct (cm) 118,6+4,72 123,32+10,6
SDS pocra -0,58+0,47 0,08+0,55

Bo3spact o6cnenoBanHbix nered konebancs B mpenenax ot 0 mo 16 mer,
coctapsis B cpeanem 7,55+0,88 ner y neBovek u 7,57+ 1,48 netr y Majab4uKOB.
Bec oOGcnenoBaHHBIX JieTel ObUT B quara3oHe 3 — 64 Kr., COCTaBIsAs B CpeaHEM
27,25+3,19 kr y neBouek u 28,06+4,68 kr y manpuukoB. Poct nereit kosebancs
B npeaenax 52 — 162 cMm, cpeanue nokazarenu coctabisiiu 118,644,72 cm y
neBouek u 123,32+10,6 cM y manpuukoB. MHIEKC Macchl Tena ObLT MPUMEPHO

OJWMHAKOBBIM Y MAJIbYNKOB U Y ICBOYCK.
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[Ipu HecBOEBpEeMEHHON TUArHOCTHKHU Yy AeTel 000ero moia Habto1aeTcs
aHabomu4eckuii 3¢PGEeKT aHAPOTeHOB B BHJAEC CTPEMUTEIBHOTO pOCTa U
pPa3BUTHEM MBI B  [OCTHATaJIbHBIA TEPUOJ, U  CTPEMHUTEIbHYIO
nuhGepeHIUpPOBKY KOCTHOW TKaHUW, JNH(pU3ApHBIE eI 3aKPBIBAIOTCH,
BCJICJICTBUE TMPEKpAaIlleHHs] pOCTa JJIMHHBIX TPyOuyaThIX KOCTed. ITO BeIET K
OKOCTEHEHHIO U PaHHEMY 3aKpBITHIO 30H POCTa KOCTE M B MOCIeayIouen
HU3Kopocioctu. [41,44].

CooTHollleHHe KOCTHOTO BO3pacTa MaclopTHOMY OIIEHUBAJIOCh MO JaHHBIM
PEHTTEHOJIOTUYECKOTO HCCIEAOBAHUS KHCTH PYK C OMPEACIIEHHEM KOCTHOTO
BO3pacrTa.

OnepexxeHre KOCTHOTO Bo3pacTa macnoptHoro y 65,3% neBouek u 75%
MaJIBYMKOB, OTCTABAaHHE KOCTHOTO BO3pAcTa MACIOPTHOrO OTMEYEHO y 27%
neBouek M 8% ManbuukoB. COOTBETCTBHME KOCTHOTO BO3pacTa MaclOpPTHOMY
ob10 y 7,6% nesouek u 16,6% manbunkoB. (Tab. 6)

Tabnuua 6.

CooTHoIIeHHE KOCTHOT0 BO3PACTa MACTIOPTHOMY Y /IeBOYEK H MAJIbYHKOB.

JICBOYKHU MaJIbUYUKH
OmnepexeHue 17 (65,3%) 9 (75%)
OtcraBaHue 7 (27%) 1 (8,3%)
CooTBercTBHE 2 (7,6%) 2 (16,6%)

OneHka Beco-poCTOBbIX Mokazareneil npupoxaenuu nereit ¢ BJIKH yka3piBana
Ha Maccy Tena y aeBouek 3500 (2900;3600) rpamm, ManbuukoB (3720; 4000)
rpaMMm; Tpu d3TOM jumHA Tema Obima 52 (51;54) cm m 53 (52;54) cm
cooTBeTCTBeHHO.  [lomydeHHble  moka3zatenu  (U3MYECKOTO0  Pa3BUTHS

HOBOPOKACHHBIX COOTBETCTBOBAJIN CPCAHUM IICPCCHTUIIBHBIM KOPHUJIO0paAM, XOTs
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Macca Tena npuOmmKazach K 75 MEpCEeHTHWIIO MPH AJUHE Tele- CTPOro
cootBercTByromern 50 mnepceHTwiro. Kak BUAHO W3 TOMYYEHHBIX JAaHHBIX
UMeJach YK€ B MEpPHOJie BHYTPUYTPOOHOIO Pa3BUTHUSL aKTUBHOE MPOSBICHHUE K
aHabonuyeckoro 3¢dexra U30bBITOYHOTO BO3ACUCTBUSA AHIPOTCHOB CETYATOU
30HBI HA/IMOYEUYHUKOB.

Haubonee vactoe mposiBieHWE BUPWIM3AIMU Y JIEBOYEK — runeprpodus
HApYKHbIX T€HUTAINNA, KOTOpas NpPOSBIISETCS B BHUJE YBEIWYEHUS PA3MEPOB
KJIMTOpAa BIUIOTh J0 OHCEKCyalbHOTO CTPOEHUS. B HEKOTOpBIX clilydasx
BHYTPUYTpPOOHAs AaHAPOTEHHU3ALUsl HACTOJIBKO BBIPAKEHA, YTO HaPYXKHBIE
TEHUTAIMHA TMPAKTHYECKH COOTBETCTBYIOT MYKCKUM. CTeneHb BUPWIH3ALUU
HApY)XKHBIX TECHUTAIMHA OIeHMBaIM 10 Prader, mpu KOTOPOM Y4YHTHIBAJICS
pasMep KJIMTOpa U HAJTMYHE YPOTeHUTAIBHOTO cuHyca [16,23].

IIpy 0CMOTpE TMHEKOJIOTOM OLIEHHBAJIACH CTEIIEHb BUPWIA3ALUN T€HUTAINN
y JeBouek. l'mmeprpodus KiIWTOpa OTMEdYasach y BCEX HCCIEI0BAaHHBIX
nesouek 100% (26). U3 Hux y 15%(4) IeBOYECK CTENCHb BUPHIN3AIMH
coorBeTcTBOBasia Prader 1 mpu KOTOpo# oTMedaercsi rUmepTpodus KIuTopa
pY HOPMAJILHOM BXOJie¢ BO Biaranuine, y 46%(12) ormeuanace runeprpodus
KJIUTOpa M YaCTUYHOE CpalleHUue OONbIIMX IMOJOBBIX I'y0 (BbICOKas 3aiHss
Craiika) 4TO COOTBETCTBYET CTENeHHM Bupwiausaiuu 2 mo Prader, y 26%(7)
CTEIIeHb BUPHJIM3AIMKM COOTBETCTBOBaja Prader 3, T.e. 0TMeUanoch cpaiicHue
MOJIOBBIX Ty0 (OpMyIupoBaHO B €IWHOE MOYEIMOJIOBOE OTBEPCTHE —
YPOT€HUTAIIbHBIN CHUHYC. v 11%(3) HCCJIEIOBAaHHBIX JICBOYECK
TUNEpTPOPUPOBAHHBIA KIUTOP HAIIOMUHAT HOPMAJIbHBIM IOJOBOW YJI€H, YTO
COOTBETCTBOBAJIO CTENEHN BUpMM3anuu 1o Prader 4-5.

OueHka NpOSBICHUS BUPWIM3AIMU MPOBOJMIIACH IO TOJIOBOM (opmyre.
[TosiBnieHne peaKkux NUTMEHTUPOBAHHBIX BOJIOC B OOJACTH IMOJMBIIICYHON
BITaJIMHBI U JJOOKa y JIeBouYeK B Bo3pacte panee yem 10,5-11 met oreHmBaercs
KaK TpOSBIICHWE pPaHHUX BTOPUYHBIX MOJOBBIX npu3HakoB. Cpenu
MCCIIEIOBAaHHBIX JIEBOUEK paHEe aKCHIIPHOE OBOJIOCEHHE OTMEeHanoch y 23%(6)

U paHee J00KkoBoe oBosiocenue y 42% (11) (Puc. 1).

49



paHee akcunnspHoe osonoceHve | SN 23%
paHee pa3BMTME MOJIOYHbIX xenes SN 19%

paHee N06KOBOE 0BOJIOCEHUE *. 42%
kauTopakTomus | SN 19.20%

KIUTOpMEeraama

Puc.1l. Kiuan4eckas xapakrepucTuka Bupujan3anuu y aesodexk ¢ BJIKH

Bupninzanuss y MallbUUKOB MPOSBISIETCS HE3HAUYUTENIbHBIM YBEIUYEHUEM
MOJIOBOTO 4WJICHA MPU POXKACHUHU, a B MOCJICAYIOIIEM TMOSBICHUEM 3PEKIINH,
YBEIMYECHHEM OO0BbEMa TECTUKYJ, TMOSBICHUEM PAaHHUX BTOPUYHBIX MOJIOBBIX
MIPU3HAKOB.

OrneHka NposIBJICHUS] BUPUJIU3AIUU TTPOBOIMIIACH MO MOJI0M dhopmyIie.
VYBenuueHue pasMepoB MOJOBOTO YJieHA y MalbYMKOB B JIOMyOepTaTHOM
nepuoje ormedanock y 84% (10), mpu 3ToM pa3Mepbl Kojaebanuch B mpeenax
or 1,5—-12 cm.

[TosiBeHUsT penKUX MUTMEHTUPOBAHHBIX BOJIOC B OOJACTU TMOAMBIIICUHON
BIIQJIMHBI U HAJWYHUE MYIIKOBBIX BOJIOC HA JIMIIE B Bo3pacTe panee uem 11,5-12
JIET y MaJbYUKOB OLICHUBAETCS KaK paHee MPOSBICHUE BTOPUYHBIX IMOJOBBIX
npu3HakoB. [6]. YV wucciaemoBaHHBIX HAMH MajbUYMKOB PaHHEE aKCHILIAPHOC
OBOJIOCEHHE 0TMedalioch y 33% (4) u panee oBosiocenue Ha uie y 25% (3).

Poct penkux MUrMEeHTHPOBAHHBIX BOJIOC BOKPYT OCHOBAHHUSA MOJIOBOTO WIEHA B
BO3pacTe paHee yeM 11 jer olieHMBaeTCs Kak paHee HacTyIUIeHUE ImybOapxe.
Cpenun wcciieoBaHHBIX HAaMU MallbYUKOB paHee my0Oapxe ObUIO OTMEUEHO Y

50% (6). YBenuueHnue oobeMa sinuek otmevanock y 40% (5). (Puc. 2)
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VBeJIH4YEeHHEe PasMepoB INOJIOBOro 4ieHa

Puc. 2. Knunuyeckasi XapakTepuCTHKA MOJOBbIX NPU3HAKOB Y MAJIbYUKOB.
brnuskopoacTBeHHbI Opak  poauTenel, a takxke Hanmmuue BJIKH mro6oit
dbopMbl Y OpaTbeB U cecTep SBISIETCS OAHUM U3 (AaKTOPOM PHUCKA POKICHUS
MOCHEAYIOMMX  JIETeH C DSHAOKpUHOMaTuiAMU W B dYactHoctu ¢ BJIKH.
BepositHocTh TOTO, WTO y pomHOro Opara wmm cectpsl OompHOro BJIKH
OoOHapyKHUTCsSI TO K€ 3a0oJieBaHMEe, cocTaBisieT 25%, a TOro, 4YTO OHU MOTYT
ObITh  OeccumnToMHbIMH ~ HocutTensmu- 50%  [41]. HacneacrBeHHas
otsromenHocts o BJIKH 3adukcupoBana y 27%, 6Iu3KOpOICTBEHHBIN Opak

ponureneit 6611 y 31% uccrnenoBanubix aeteil. (Puc. 3)

® yanuuue B/IKH B Hacneacrse

M 5IH3KOpOACTBEeHHbIH Opak

B e OTAroNleHHbIM aHaMHE3

Puc. 3. HaciencrBenHasi orsaromeHnocts mo BJIKH
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3.2 XapaKrepucTHKa rOPMOHAJIbHBIX M3MEHEHUM 1eTeill U NOAPOCTKOB ¢

BPOXKIACHHON TUCPYHKIUEH KOPbI HAANOYEYHUKOB

OCHOBHBIM KpPUTEpHUEM TOPMOHAIBHOW MUArHOCTUKU 21-THAKOCKMIa3HON
HEJI0OCTAaTOYHOCTH SBJISICTCS TOBBIMIeHWE ypoBHS 17-OI1 B CBIBOPOTKE KpOBH.
Conepxanune 17- OIl mpu kimaccuuecknx Gopmax 3adoseBanus O6osee yeM B 10
pa3 mpeBbIIIacT HOPMAaTUBHBIC IS BO3pacTa pedeHKa mokasarenu [6,14,21,33].

AHanu3 MOJyYeHHBIX Pe3yIbTaTOB TOPMOHAIBHOTO MUCCIICIOBAHMS BBISBHUII,
yto coaepxkanue 17-OI1 B kpoBu y neBouek 6onpHbIX BJIKH konebanocs ot 2,9
10 15,6 HMoas/1 U B cpeaHeM coctaBmwiio 7,97+0,66 HMOIB/J, YTO JOCTOBEPHO
(p<0,01) mpeBbIIAJIO COOTBETCTBYIOLIMU MOKa3aTelb HOPMBI BO BCEX
BO3PACTHBIX Tpymmax. Y 00ClIeJoBaHHBIX MalbuyuKoB ypoBeHb 17 OIl xpoBu
KoJiebancs ot 5,6 10 21,0 HMOJIB/T B CpeiHEM MoOKazaTenb coctaBwmi 11,2+1,54
HMOJIB/JI, UTO JOCTOBEPHO MPEBBINIATIO IMOKa3aTrelib HOpMbI. YpoBeHb 17-OI1
KPOBH COOTBETCTBYIOIIMM HOPMAJIBHBIM TIOKa3aTesisiM ObUT 3aUKCUPOBAH
TOJILKO y OJTHOTO MaIrueHTa B Bo3pacte 16 et (5,6 umonn/n) (Tab. 7) .

Tabnuma 7.

Yposens 17 OII (HM0/1b/J1) KPOBH Y IeBOYEK U MAJTbYHKOB

BO3pacT MaJbuuKH, JIEBOYKH,

n=12 n=26
1 mecsm- 10 et 14,64+0,88 (n 8) | 6,7+0,78 (n 19)
11-12 ser 6,8:0,62 (N2) | 8,8+0,44 (n 2)
13-14 ner 8,8+0,08 (n 1) 9,9+0,12 (n 3)
15-16 net 5,620,53 (n1) | 140,09 (n 2)

NHutepecHbie naHHBIC OBLIN MOJYYEHBI TIPU U3YUYEHUH TECTOCTEPOHA KPOBH.
VY o00cnenoBaHHBIX JEBOYEK YPOBEHb T€CTOCTEpOHa ObLT B mpenenax ot 0,2 10
4,7 mMmonw/n1 w B cpemHem coctaBmin 2,38+0,28 HMOJB/J, YTO SBISETCA

AOCTOBCPHO BBICOKMM IIOKa3arcjaeM II0 CpaBHCHHIO C HOpPMaJlbHBIMHU
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MOKa3aTeJsIMK B JIAaHHOW Bo3pacTHOW monyisiuu. (Puc.4-5). Urto sBisercs
CIIEICTBHEM JUIMTEJIbHOM THUIIEPAaHAPOTeHHH y JeBodeK. Tak Kkak 21
TUIPOKCUIIA3HAS HEJ0CTaTOYHOCTh PUBOIUT K BBIPAKEHHOU
TUIEPaHAPOTeHNH, (GOPMHUPYIOLIEHCS  elle  BHYTPUYTPOOHO. AKTHBHAS
BUpWIM3alug HauuHaetrcss ¢ 20-25 Hemenu recranuu, Korjga Gopmupyercs
Bnusinue  AKTIT Ha  »MOpUOHaNbHBIM  HAAMOYEYHUK U HAUYUHAET
CUHTE3UpPOBAThCA KOPTU30J. BHYTpuUyTpoOHas TruIlepaHApPOTeHHs] HApacTaeT
IPU POKJIECHUU U TMPUBOIUT K MOBBIIMICHUIO TECTOCTEPOHA B CHIBOPOTKE KPOBH,

YTO HauoboJjee APpaMaTU4dHO Y ICBOYCK.

4.5 4.05

3.5

2.5 713 Z AEBOYKM
2 ==Hopma

o M 0.35
a " L]

1-5 mec 611 mec 1-5netr 69 netr 9-11 ner

Puc. 4. Iloka3aTe/in TECTOCTEPOHA KPOBH Y JIeBOYEK J0NMYy0epTATHOIO

BO3pacTa

5
4.5 m.4.5

4
3.5

3 7.82 .3
2‘: ] ==Hopma

- neEoYKK

1.5 13

1 =ttt T
0.5

CT nyBepTtata T nybepTata cr nybepTata cr nybeprata
3 4 5

Puc. 5. Iloka3aTe/in TeCTOCTEPOHA KPOBH Yy /1eBOYeK My0epTATHOIO
BO3pacTa
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VY  ucciaenoBaHHBIX MalbYMKOB B Bo3pacte 10 11 ser  ypoBeHb
TecTocTepoHa Koyiebancs ot 1 mo 24,5 HMoinb/1 B cpeaHem coctaBui 6,62+0,22
HMOJIB/JI, YTO SBJISUIOCH JOCTOBEPHO BBICOKMM IIOKAa3aTelieM IO CPaBHEHUIO C
HOPMAJIbHBIMU [OKa3aTeIsIMU JTaHHOM BoO3pacTHOM Karteropuu. (Puc. 6).
JlocTaToyHO MIMPOKUM Juana3oH KosieOaHU moKaszaresield TECTOCTEpOHa KPOBU
U CTEMEHU aHJpOTeHU3aluu y nered ¢ nedumuroMm 21 rHApOKCUIIa3bl UMEET
3HAYUTENbHbIC WHANBUAYAIbHbIC KOJICOaHHs Jaxke y OOJNbHBIX CUOCOB B OJHOMU
CEMbE C OJIMHAKOBBIM T'€HETUYECKUM JIe(PEKTOM. DTO MOMKET ObITH CBSI3aHO C
WHIUBUIYAIBHBIMA ~ OCOOEHHOCTSIMM ~ MeTa0oJau3Ma  MpPEAlIeCTBEHHUKOB
aHAPOTECHOB U Pa3JIMYMEM AKTUBHOCTH PELENTOPOB AHJIPOT€HOB Y KOHKPETHOTO
naruenta [15,17]. Jloka3aHo, 4TO MpH MO3IHEH JUATHOCTUKH U JeueHUH 21
TUJIPOKCUIIA3HOM  HEJOCTAaTOYHOCTH Yy  JeTed  o0oero nmojla  MOXKET
manudectupoBars [IIIP. DToT (deHomeH 0COOEHHO YacTo HaOIIOJAeTCS Y
JIe€TeH, NMarHOCTUPOBAHHBIX MPU KOCTHOM BO3PACTE JOCTUTIIMX MyOEepTaTHBIX
3HAQYEHUM: y Malb4yukoB 10 13 ner. B 3Tux ciy4asx y MaJIbUMKOB
IPOrPECCUPYIOT CUMITOMBI aHIPOrCHHU3AINH, YBEIMUMUBAETCS OOBEM SIMUEK U
pa3Mephbl MOJOBOr0 WIEHA, a MPU TOPMOHAIILHOM OOCJEIOBAHMH BBISBIIAETCA
TOBBIIIIEHUE YPOBHS TecTocTepoHa [6,12].

A y ManbuMKOB B Bo3pacTe crapuie 11 ner mokazarenu TecTocTepoHa
KpOBU Kojebaiuch B mpenenax ot 2 a0 4,1 HMOJb/A B CpPeIHEM COCTaBHII
2,740,56 amonb/n (Puc. 7). UTo 1OCTOBEpHO HMXKE HOPMATHUBHBIX MOKa3aTesen
YPOBHSI TECTOCTEPOHA KPOBU Yy MOAPOCTKOB JAHHOW BO3PACTHOM KaTETOPHUHU.
JlokazaHo, 4YTO Yy MajJb4MKOB MyOepTaTHOro BO3pacTa MPOUCXOAMT
J0303aBHCHMOE CHHMKEHHE YPOBHSI TECTOCTEPOHA B CHIBOPOTKE KPOBH IO
CPAaBHEHHUIO C BO3PACTHBIM KOHTPOJIEM, 4YTO, IO BHIMMOMY, CBS3aHO C
NOJIABJICHUEM CEKPELMH THUIOTAJaMUYECKOTO TOHAJOTPONUH - PHJIA3UHT
rOpMOHa, a Takxke ¢ HenocpeAcTBeHHbIM BiHsHMEM ['KC Ha npoaykiuro
TECTOCTEpOHa B simukax [28,36].

Kak BHIHO M3 MONYYEHHBIX NAaHHBIX YPOBEHb TECTOCTEPOHA KPOBU ObLI

SHAYUTCIBbHO IIOBBIILICH Y MAaJbYMKOB B ,IIOHY6€pTaTHOM BO3pacTe, UYTO
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ceuaeTenbCcTByeT O HacrymieHun I[P y HHX W 3HauuTEnbHO HMXKE

myOepTaTHOM BO3pacTe, YTo SIBJISIETCS NpUuunHOM anurensHoro npuema ['KC.
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Puc. 7. Iloka3aTe/in TECTOCTEPOHA KPOBH Y MAJILYUKOB Iy0epTATHOIO

BO3pacra.

Opnum u3 nuarHoctuaeckuM mapkepom BJIKH sBasiercss onpenenenue 17

KC B cyrounoit moun. Ilpm wuccienoBanuum y Je€BOYEK OBLIO OTMEUYECHO

MOBBIIIEHUE KOHIIEHTPALlMK BO BceX Bo3pacTHbIX rpynnax (Puc. 8). [Tokazarenu

kojiebanuck B mpeaenax or 0,2 mo 38,4 wmr/cyr, B CpeIHEM COCTaBUJIO
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9,1440,22mr/cyt. Y wManpuukoB KoHueHTpaumus 17 KC B cyrouHoit moue
Kojebamocy B mpenmenax ot 1,4 go 38 mr/cyr, B cpeaHeM coctaBmwio 15,9
+6,5mr/cyt (Puc. 9). Takum oOpasom kak BujgHo u3 nokasareneir 17 KC

CyTO‘—IHOﬁ MOYH OBLI IOBBIIICH Y BCCX UCCIICAOBAaHHbIX OOJILHBIX.
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Puc. 8. Ilokazarean 17 KC mouu (Mr/cyr) y AeBoUYeK
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Puc. 9. ITokazateau 17 KC (Mr/cyT) MOYH Yy MAJILYNKOB

3.3. Pe3ybTaTbhl HHCTPYMEHTAJBHBIX MCCJICA0BAHUI

Y31 opraHoB wmamoro Taza MPOBOAWIOCH Yy Bcex  JeBouek. llpu
MPOBENCHUH HXOTpauul OMPEeNessiii pa3Mepbl MAaTKH, SUYHUKOB, UX OOBEM,
tonuHy 3Hg0MeTpus. Y 5 (19,2%) u3 o0cae10BaHHBIX HAMH I€BOYEK STHYHUKH

HE BU3YaJIU3UPOBAIUCH. Y OOJBIIMHCTBA O0BEM SIMYHUKOB OBLI B Mpeaenax
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>V 11 (42,3%) GONBHBIX pa3Mepsl

HOPMBI , COCTaBJIsAsg B cpeaneM 4,3+1,2 cm
JUTMHBI MaTKU COCTaBIISUIA OT 8 10 48 MM, miMpuHa MaTKu OT 4 10 32 MM, 4YTO
MEHbIIe 3TOro mnokazarens B nonyimsauuu. Y 8 (30%) OonbHBIX MaTka Oblia
BU3yaJIM3MPOBaHA B BHUJIC MBIIICYHOTO TsDKAa, B CpeAHEM oOmas IiauHa W
mupuHa cootBeTcTBeHHO 11,6+0,8 MM u 7,7 1,1 mm. YV HebombIoro umcia
0onpHBIX 7 (26,9%) pasMepsl MaTKu ObUTH B mpeaeaax HopMbl. (Tao. 8)

Bricokas pacrpoCTpaHEHHOCTD N00OpPOKAaYECTBEHHBIX OITyXOJIEU
HAJNIOYCYHUKOB BBISBIISIETCS TPU KOMIIBIOTEPHOM ToMorpaduu B3pOCIBIX
oonpHbIX ¢ BJIKH, B ocoO€HHOCTH cpeAau TeX, KTO MOJy4aeT HealeKBAaTHOE
JIEYCHUE TJIIOKOKOPTUKOMAAMHU. B Xome  HWcCClIenoBaHWM  KapUHUHOMBI
HAJINIOYEYHUKOB Y B3pocibiX 0osbHbIX ¢ BJIKH BBIsSBIISAIOTCS peako, MPU 3TOM
€CTh CBEJAECHUS JIUIIb O ABYX cliydyasx 3Tou omyxonu y aereit ¢ BJIKH. Onnako,
npu KT Haamo4euHWKOB OHU COXPaHSIOT CBOIO TPEYrojibHyI0 (opmy, 4YTO
CBHJICTSIILCTBYET O T'MIICPIUIACTHYECKOM, a HE OIMyxoJieBoM mporecce [41,44].
[Ipu namem uccnenoBanun KT nHaanoueunukoB Obu10 mpoBeneHo 50%(19)
neram ¢ BJIKH, runepnnasust HaAno4e4yHUKOB BbisiBiI€HA y 13 u3 Hux. MPT
runoduza Obulo mpoBeneHo y 58%(22), MukpoaaeHoma runodusza Obuia
BbIsIBJIEHA Y 2 U3 HUX. [lonyyeHHble HaMH pe3yJIbTaThl MOATBEPKIAAIOT JTaHHbIC
3apyOEKHBIX aBTOPOB O TOM, 4YTO THUIepIuiazus HaanoueyHukoB mpu BJIKH
SBIIICTCS caencTBueM mmmTenbHoro AeicTBust AKTI, 1 He MOXeT OBIThH CBsI3aHA
C HaJIMYUEM MHUKPOaJeHOMBI runodusa [36,51].

Pe3ynbTaThl KapUOTHUMUPOBAHUSA ObUIA cleAyrOnuMU: 46XX — KEHCKUU
kapuotun y 27; 46 XY — myxckoi kapuotun y 11; 46 XX/45 XO — kapuortun
cuaapomMa Jlayma Obu1 BeisiBIeH y 1 mamnmenta. Takum obOpazom, mpu
WCCIICIOBAHUM KapUOTHUIIA, ObUIO BBISBICHO Y (PEHOTUNMYECKH BOCIUTAHHOTO

MaJIbYMKa onpeessics xwenckuid kapuotui (Tao. 8)
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I[aHH])Ie HHCTPYMEHTAJbHBIX I/ICCJIeIlOBaHl/Iﬁ

Tao0mumna 8.

UccnenoBanue Bcero n(%) | BeisBieHo KonuyectBo
MPT runodusa 22 (57,8%) | MukpoaaeHoMa 2
KT 19 (50%) TUTIEPIUIA3HS 13
HA/IMOYCYHUKOB
Y31 opranos | 26 (100%) Martka B BujC | 8
MaJIoTOo Tasa MBIIICYHOTO TSKa
(1eBoueK)
['enoTunmpoBanue | 38 (100%) 46 XX 27
46 XY 11
46 XX/45 XO 1
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BriBoasbl k I'taBe |11

Cpenu nmpoCMOTPEHHBIX HAMHU UCTOpUM OOJIe3HEN U OOCIEAOBAaHHBIX JETEH
BJIKH wame pauarHoctupoBaH y JneBouyek (B 2,1 paza). Y ManpyukoB
nuarnoctuka BupmibHON (Gopmsl BJIKH sBnsiercss crnoxHO# BUIY OTCYTCTBUS
O0OBEKTUBHOM KIMHUYECKOW CUMIITOMATUKHU B MJIaICHYECKOM BO3paCTe.
[Tokazarenu SDS pocra cocraBmsimm y aeBouek -0,58, y manpumkoB 0,08.
KocTHbIil Bo3pact omepexxan macnopTHblid y 68% mnanueHTtoB. OTMEdaoch
paHee 3aKpbITHE 30H POCTa, YBEIWYEHHUE JIMHEWMHOTO pPOCTa B JOMyOepTaTHOM
BO3pACTE, C MOCIEAYIOIIEN OCTAaHOBKOM MW YMEHBUIEHHEM KOHEYHOI'O pOCTa B
nyOeprare.

[Ipy “3ydyeHMM aHAMHECTUYECKHUX JIaHHBIX HACIIEICTBEHHAs OTATOIIEHHOCTh
no BJIKH 3adgukcupoBana y 27%, OIu3KOpOACTBEHHBIN Opak poauTtesien Obu1 y
31% ucciaenoBaHHBIX IETEH.

Knuropmeranus 3apukcupoana y Bcex (100%) neBoyek u3 Hux y 5 (19,2%)
OblJIa MPOU3BENCHA KIUTOPIKTOMUS. Y JI€BOYEK paHHee akcuisipHoe (23%) u
J00koBoe oBojioceHue (42%). Y Maapb4MKOB: YBEIUYEHUE PA3MEPOB IMOJOBOTO
yieHa (84%) u oobema siuuek (40%), panee akcuisipHoe oBojiocenue (33%) u
panee mybapxe (50%), panee oBonocenue Ha ymie(25%). UYTo COOTBETCTBYET
JUTEPATypHbIM JTaHHBIM O HACTYIUICHUHM JIO)KHOTO TMPEKJIEBPEMEHHOIO
MOJIOBOTO Pa3BUTHS Y MAJIbYMKOB U BUPWIIM3ALMHU Y IEBOYEK.

Yposerr 17 — OIl y neBouek W MajdbYMKOB OBLIM IOBBLIIICHBI BO BCEX
BO3pPACTHBIX TIpYINNax, 4YTO B cpeaHeM cocTtaBuio 7,97+0,66 HMOIb/I.
[TokazaTenu TecTOocTepOoHA TakkKe ObUIM TIOBBIIIEHBI Yy JEBOYEK BO BCEX
BO3PACTHBIX  KaTeropusix, UYTO  YKa3blBAET HAa  BBICOKYIO  CTEIECHb
aHApPOTeHHU3AllMY, Y MaJIbYMKOB IOKa3aTelau ObUIM 3aMETHO HIXKE B TEPUO]T
nybeprata, cpennem coctaBui 2,7+0,56 umonw/n. [lokazarenu 17 KC cyrounoi
Moun KoJsiebanuchk B mpeaenax ot 0,2 mo 38,4 mr/cyT, B CpeIHEM COCTaBHIIO
9,14+0,22mr/cyt. Y wmanbunkoB koHueHTpauus 17 KC B cyTouHoil Moue
Kojebamocy B mpenmenax ot 1,4 go 38 mr/cyr, B cpeaHem coctaBmwio 15,9

+6,5Mr/CyT.
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KapuotunupoBanue Obu10 mpoBeAeHO y 38 NaAIMEHTOB, BBIIBICHO 27
neBouek (46XX) m 11 mampunkoB (46 XY). | MajdpuuK TCHOTHUITUYCCKH
oKa3ajcs JE€BOYKOM.

IMlpu Y3U wuccnenoBanmu wmatku y 5 (19,2%) neBodyek SUYHUKK HE
BU3YaIU3UPOBAIUCH. Y OOJIBIIMHCTBA 00BbEM SMUYHUKOB OBLI B IPEEIIax HOPMbI

3.V 11 (42,3%) GONBHBIX pasMepbl MATKH

, cocTaBiisisi B cpeaneM 4,3+1,2 cm
ObUTM MEHBINE MOKa3zaTeyiss B JaHHOM Bo3pacTtHoW mnonyisiuu. Y 8 (30%)
OOJBHBIX MaTKa ObljIa BU3YaJM3UPOBAHA B BUJIE MBIIICUYHOTO TSKa, B CPEIHEM
oOmiasi nauHa W mupuHa cootrBeTrcTBeHHO 11,6+0,8 MM u 7,7 +1,1 mm. VY
HeOoJboro yucia 0oapHbIX 7 (26,9%) pasMepsl mMaTku ObUIM B Ipeaenax
HOPMBI.

[Ipu nHameMm ucciaegoBanuu KT HagnodeununkoB Obu10 npoBeneHo 50%(19)
netam ¢ BJIKH, runepnnasus HaAno4e4yHUKOB BbIsiBIEHA y 13 u3 Hux. MPT
runoduza Obulo mpoBeneHO y 58%(22), wmukpoaneHoMa rumnodusa Oblia
BBISIBJICHA Y 2 U3 HUX. [lonydyeHHbIE HAMU pE3yibTaThl MOATBEPKIAAIOT JaHHBIC
3apyOEKHBIX aBTOPOB O TOM, 4YTO TUIepIuiazus HaanoueuyHukoB mpu BJIKH
SBIIICTCS clieacTBUEM muTelbHoro aercteus AKTI, u He MoxkeT OBITh CBs3aHA
C HAJIMYMEM MUKPOAJICHOMBI TUTIO(U3A.

Takum 00pa3oM, paHHsS TUarHOCTHKA M CBOCBPEMEHHOE JICUEHUE JEeTeH U
noapoctkoB ¢ BJIKH mpuBoguTr Kk onTuMu3anmyM poOCTOBOrO IMPOTHO3A,
yMeHbIIEHUIO Tmpu3HakoB [IIIP y MaibuuMkOB W BUpPWIM3AUMU y JIE€BOYEK.
KonTpons 3a ocHOBHbIMU TOpMOHalIbHBIMA Mapkepamu 17 OII u Tectocrepona
B CBIBOPOTKE KPOBU MPUBOAUT K YJIYUIICHUIO KaueCTBa KU3HU U (PEePTUIHLHOCTH
y zeTeii 060ero moia B OyayIiem.

Bo3MoXHOCTH TpeHaTaAIbHON NUArHOCTUKHU MO3BOJIUT POAUTESAM UMEIOIIUX
neteit ¢ moboi popmoit BJIKH mnanupoBars nmocnegyromme 0epeMeHHOCTH, a

TAKXKC IIPOBOJAUTH IIPCHATAJIBHOC JICUCHHUC.
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3AKJIIOYEHUE

IlepBoe onucaHue MalnMeHTa ¢ JaHHBIM CHUHIPOMOM OTHOCHUTCS K CEpeIuHE
XIX Beka. B 1865 r. utanesackuii anatrom Luigi De Crecchio onucain manuenTa
MY>KCKOTO T10JIa, KOTOPBIA yMep IpH SIBICHUSAX «aJIAHAMHUA W PBOTBD», MpU
BCKPBITUU Y HETrO ObUIM OOHApY>KEHbI BHYTPEHHUE >KEHCKHUE IOJIOBbIE OPTaHbI
[18]. Ve B konHme XIX Beka Obula BBISBIICHA B3aUMOCBS3b KEHCKOTO
niceBorepMadpoarTH3Ma ¢ THNEPIDIa3ued HaAMOouYeYHNKOB. B Havane XX Beka
MOSIBUJTUCh COOOIICHHSI O CBSI3M MPEXKIACBPEMEHHOTO IOJOBOTO Pa3BUTHUS Y
MaJb4YMKOB C THIEPIIa3ueid, Ui 00beMHBIMU 00pa30BaHUSAMHU HAAIOYECUYHUKOB.
CoueTanne B OJHOM CE€MbE JI€BOYEK C repmMapoJIUTU3MOM M MAbUHUKOB C
IIPEXKIECBPEMEHHBIM  TOJIOBBIM ~ Pa3BUTHEM  IO3BOJWJIO  Psy  aBTOPOB
IIPEANOJIOKUTD €AUHYIO0 BPOKICHHYIO IPUYHHY JTAHHBIX cOcTOoAHUU. B 1912 .
A. GallaisBnep BriepBbie BBe TEpMUH aJIpeHOTEHUTAIBHBIN cHApOM [18].

B oreuectBennon smreparype O.B. Bepemmnckuii B 1924 r. Bnepsbie
0000mun 12 cimydaeB HaAMOYEHYHO- MOJOBOro cuHApoma. B paborax 1920—
1930-x rr. omHOTO M3 OCHOBaTeNel coBeTckoi meauatpuu B.M. MomuanoBa u
BBIaronierocs marojora M.B. JlaBBEIIOBCKOTO MMEIOTCS IONBITKH OOBSCHUTH
IPUYHHY aAPEHOT€HUTAIBHOTO CHHPOMA.

Haubonee pacnpocTpaHeHHBI TOPMOHAIBHBIA Mapkep nedunura 21-
TUAPKOCUIA3bl — TIOBBILIEHHBIM YPOBEHb 1|7- THIPOKCHNPOreCTEPOHA B
CHIBOPOTKE WMJIM aMHUOTHYECKOW JKUAKOCTU (IIPU MPEHATAIbHON JAMArHOCTUKE)
[4]. Ctenenp noBbIlIEHUs 3TOT0 cTepouaa onpenensercs popmoin BJIKH: mpu
KJIacCUYeCKOM (¢opMe €ero ypoBEHb BO3pacTaeT B JECATKA pa3, Mpu
HEKJIACCUYECKONW — MOXKET OBITh B Mpejenax (hU3NOoJOTUYECKUX KoieOaHuil, u
tonbko mpoba ¢ AKTI compoBoknaercss 3HAYUTENBHO TMOBBIIIEHHBIM BbI-
Opocom sToro coeaunenus [4.7].

B GonblMHCTBE pa3BUTHIX CTPaH MPOBOJIUTCS TOTAJIBHBIA CKPUHUHI BCEX
ponuBmuxca Ha BJIKH, xors B CIHIA o ocymecTtBisieTcss TOJIbKO B 36

mratax. B CIIA 3a6oneBaemocts coctapisieT 1 Ha 15 000 HOBOpOKIEHHBIX, HA
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Ancke 3TOT mokazatenb cocrabisieT 1 Ha 280, B IlIBelimapun 1 nwa 37 220
HOBOPOXKICHHBIX jeTer [11].

Kitaccuuecknii BapuaHt 21 — ruipokcuiia3sHON HEAOCTATOUYHOCTH IPUBOIAT
K BBIPQXEHHOW THUIIEpaHAPOTeHUH, (GOPMHUPYIOIIEHCS ere BHyTpuyTpoOHOo. K
MOMEHTY POXACHHUS HApY>KHbIE TC€HUTAIUU JI€BOYKH HMEIOT OHUCEKCyallbHOE
CTpOEHHUE: KJIUTOp THUNEPTPOPUPOBAH, OTMEUAETCS paA3JIMYHOM CTENEHU
BBIPXEHHOCTH CpAIllEHUE CKPOTOJIA0MAIbHOTO IIBa. B HEKOTOpBIX ciydasx
aHAPOTECHU3AlMsd  HACTOJBKO  BBIPAXKEHA, YTO  HAPYXKHbIE TCHUTAINU
MPAKTUYECKUA COOTBETCTBYIOT MY>KCKHUM, U JIEBOUKA OITMOOUYHO PETUCTPUPYETCS
M BOCIHUTBHIBAETCA KaK Majb4yUK. Y MaJIbYMKOB MPHU POXKICHUU HAPYKHBIC
TeHUTAINA COOTBETCTBYIOT TMOJIy peOeHKa, MOXKET OTMEuaeTcs HeOOJbIIoe
YBEIIMYEHHUE TTOJIOBOTO YICHA.

[Ipu w©Hamem wuccreAOBaHUM paclpeielieHue JeTed Mo 1oy ObLIo
cieayromuM: obliee KoiaudecTBO jaeTedt 38; u3 HuUx 26 neBodek w12
MaJIBYMKOB. [Ipy mpoBeAEeHHM KapUOTHUIIUPOBAHUS MAHHBIX JETEH KEHCKUU
kapuotun (46XX) Obul BbIABICH Yy 27; Myxkckoi kapuotun (46XY) Obu1
BbIsIBJIEH y 11 nerei. Uto sBAseTCA MOATBEPKICHUEM TOTO, YTO MPHU BBICOKOMN
CTENEHH AaHAPOre€HU3alMd Yy JEBOYEK IIOJIOBbIE OpraHbl COOTBETCTBYIOT
MYKCKUM. B Hamem ciydae peOCHOK MeHEeTUYECKHU OKa3aBIIUMCS JIEBOYKOW B
TEUEHUHM 2X JIET OITMOOYHO BOCTIMTHIBAJICS MaJTbUYUKOM.

[Tocne poxxaeHuss CUMITOMBI aHAPOTCHU3AIUNA HAPACTAIOT Y JIeTei 000ero
nona. Y JEBOYEK YBEIMYMBAKOTCA pa3sMepbl KIATOpPA, OTMEYAETCA €ro
HanpspDKEHWE. Y MalbUMKOB YBEJIMYUBAIOTCS pPa3Mepbl ITOJIOBOTO 4YJICHA,
MOSBJISIIOTCS dpeKuuu. Y nerer odoero noja K 1-2 rogam mosBISETCs MOJI0BOE
OBOJIOCEHHE, IpyOeeT rojioc, runepTpodupyercs Myckynarypa. B nepBbie roas
JKU3HH JIMHEWHBIM POCT JI€T€ YCKOPEH, OJIHAKO CTENEHb KOCTHOWU
nudGepeHIUPOBKH OTEpeKaeT POCT, 30HBI pOCTa 3aKkphiBatoTcsa K 9-10 romam
[6,11,12].

[Ipy mo3gHEeW OUArHOCTMKU M JIEUYEHUH y JieTell 000ero mojia MOXKET

manudectupoBats uctuHHoe [IIIP. 3ToT (¢deHoMeH o0cobeHHO YacTo
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HaOMOaeTCsl 'y JAETed, JiedeHHMe KOTOpPhIX HAyaTro MNpU KOCTHOM BO3pacTe,
nocturmeM nyOepraTHeIX 3HaueHuid: 11-12 ymer y neBouek m 13 gjer y
MaJb4MKOB. B 93THX ciydasx, HECMOTpS Ha aJeKBAaTHYIO TEpaIUio
TIFOKOKOPTUKOUAaMU y MaJIbYMKOB IIPOTPECCUPYIOT CUMIITOMBI
aHApPOTCHU3AIMY, YBEIUYMBACTCS OOBEM SHMYEK, y JEBOYEK YBEIUUMBAIOTCS
MOJIOYHBIE  KeJe3bl, MNPUXOAAT MeHcTpyauuu. Ilpu  ropmoHasbHOM
oOcietoBaHUM BhIsBIsieTCsl moBhIieHHe ypoBHs JII' B xome Tecra c¢ JII'-PT,
CBUJIETENILCTBYIOIIEE 00 MCTUHHOM TIOJIOBOM co3peBaHuu. WHunmamnms
uctuHHOro I1ITP MoxeT HeOIaronpusTHO CKa3bIBaThCS HA MPOTHO3€E POCTa ITHX
JeTed, TMO3TOMY IOCJ€ TOPMOHAJIBHOIO  TOJATBEPXKACHUS  aKTUBALUU
TOHAJOTPONTHOM (PYHKUMHU CleQyeT pelmaTh BOINPOC O JOMOJHUTEIHLHOM
Ha3HAYEHUHU aHAJIOTOB JIFOIMOepHHa [6].

VY uccienoBaHHBIX HAMM JIETEW BBISBICHO YBEJIMYECHHE PAa3MEpPOB KIUTOPA
y Bcex aeBouek (100%). Y manbuukoB ObUIO BBISBIEHO YBEIMUYEHHUE Pa3MEPOB
nonoBoro wieHa (84%) wu obbema sauuek (40%). Y nerelr oboero mona
BBISIBJICHO paHee M0JIoBoe oBosioceHue: y 42% neBouek u 'y 50% ManbyuKoOB.
Takke 0TMEUaIoCh paHee aKCHIIPHOE OBOJIOCEHUE Kak y JeBouek (23%) Tak u
y Manb4uKoB (33%). DT maHHBIE COOTBETCTBYIOT 3apyOEKHBIM JTUTEPATYPHBIM
JAHHBIM O HACTYIUIEHUHU JIOKHOTO IMPEXKIAEBPEMEHHOIO IOJOBOTO PAa3BUTHS Y
nereit ¢ BJIKH.

Crenenb aud¢epeHIUpOBKH KOCTHOM TKaHU MbI HCCIEAOBAIN C MOMOIIBIO
pEHTreHa KHUCTU PYyK OIpeAeliss IpU 3TOM KOCTHBIM Bo3pacT. OnepexeHue
KOCTHOTO Bo3pacTa nacrnoptoro y 17 (65,3%) neBouek u 9 (75%) MallbuuKOB,
OTCTaBaHHE KOCTHOT'O BO3pacTa MacHopTHOro oTMedeHo y 7 (27%) neBouek u 1
(8%) manbunkoB. COOTBETCTBHE KOCTHOTO BO3pacTa MaclopTHOMY Obuio y 2
(7,6%) neBouek u 2 (16,6%) mampunkoB. OTMEYaI0Ch paHee 3aKPHITHE 30H
pocTa, YyBEJIMYEHUE JIMHEHHOTrO pocTa B JONMyOEpTaTHOM BO3pacte, C
MOCJIEYIONIEN OCTAaHOBKOM M yMEHBIIEHMEM KOHEYHOI'0 pocTa B ImyOepTare.

PebGeHok, poXxaeHHBIH € OHCEKCyaqbHBIM CTPOCHHEM  HapYXKHBIX

FCHI/ITaJII/II\/’I, JOJIKEH OBITH HEMCEAJICHHO OCMOTPCH INEAUATPOM-OHAOKPHUHOJIOIOM
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U TIeUATPOM-YPOJIOTOM, UMEIONIUX OMBIT JUATHOCTHKU W BEICHHS OOJBHBIX C
BJIKH. Ilpyn nepBuYHOM OCMOTpE OCHOBHOM 3aJa4€H SIBISETCS OIPENCIUTD,
NaJbIUPYIOTCS JTU TOHAABl B OO0JACTH pacCIICTVICHHONW MOIIOHKU (OOIBIIMX
MOJIOBBIX Ty0) WM MO XOJy MaxoBoro kaHana. [lambnupyemble TOHAJbI
PACLEHUBAIOTCS KaK TECTUKYJbI. VX Hamu4ue Mmo3BOJsSeT UCKIIOUUTH JePUITUT
21-runpokcunaspl.  OTCyTCTBHE TalbIUPYEMbIX TOHaJ y peOeHka cC
OMCEKCYalIbHbIM CTPOCHUEM HAapPYXXHbIX TCHUTAIMM 3HAYUTEIHLHO MOBBIIIACT
BEpOSTHOCTh 21-ruapokcuinaszHoro aeduimura. B 3ToM ciaydae HeoOXoaumo
ropMoHanbHOEe  oOcienoBaHue. (OCHOBHBIM  KPUTEPUEM  TOPMOHAIBHOU
JAArTHOCTUKHU 2 1-TUJIPOKCUIA3HOM HEAOCTATOYHOCTH SIBIISIETCS TOBBIIICHUE
yposust 17-OI1 B ceiBopoTke kposu [11,12,28].

VY uccienoBaHHBIX HaMH AeTeil noBeiieHue ypoBHs 17-OI1 kpoBu ObLIO
BBISIBJICHO y Bcex jereid. [Ipu aToM cpenHue nmoka3areian y JeBOUYeK Kojaedanuch
or 2,9 no 15,6 aMonw/n1 u B cpenHem coctaBisum 7,97+0,66 HMonb/a. Y
o0cJieToBaHHBIX MajbuuKOB ypoBeHb 17 OII kpoBu konebancs ot 5,6 1o 21,0
HMOJIB/JT B CPETHEM TOKa3zaTenb coctaBuia 11,2+1,54 HMOIIB/1, 9TO TOCTOBEPHO
MPEBBIIIATIO MOKa3aTreab HOpMbI. YpoBeHb 1/-OIl KpoBH COOTBETCTBYIOLIMI
HOPMAJIbHBIM TIOKa3aTessiM ObUT 3aUKCUPOBAH TOJBKO Y OJHOTO TAIlMEHTa B
Bo3pacte 16 et (5,6 HMOoIIB/ ).

Kpome mnoxkazarenein 17 OII xpoBu y aererr ¢ BJIKH cnegyer n3yuuthb
MOKA3aTeNld TECTOCTEPOHA KPOBU TAK KaK 3TOT TOPMOH SIBJISIETCA MOKa3aTeJaeM
CTENIEHU aHJIPOTCHU3AallMM Yy JEBOYEK M TMokazareneM HacrymueHus [P y
MaJIbuuKOB. [Ipy H3ydeHHH TECTOCTEPOHA KPOBU Y UCCIICIOBAHHBIX JIeTeH ObLIN
MOJIYYCHBl HWHTEPECHBIC JaHHBIC. Y 0OCIeOBaHHBIX JEBOYEK YPOBEHB
TectocTepoHa ObuT B mipeaenax oT 0,2 10 4,7 HMOJB/JI U B CPEIHEM COCTaBUII
2,38+0,28 HMOJB/I, YTO SBISIETCS JOCTOBEPHO BBICOKMM IIOKAa3aTelIeM II0
CPaBHEHHIO C HOPMAJIbHBIMU MOKA3aTEISIMUA B JIAHHOW BO3PACTHON MOMYJISIINU.
Yro sBisieTcs CIECTBUEM JUTUTEIHHON TUIIEPAHAPOTCeHUH Y ICBOYCK.

VY uccnenoBaHHBIX MaJbYMKOB B Bo3pacte 10 11 ner ypoBeHb

TecTocTepoHa koiedascst ot 1 1o 24,5 HMONIB/ B cpeHeM cocTaBuil 6,62+0,22
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HMOJIb/JI, YTO SIBJISJIOCH JOCTOBEPHO BBICOKUM ITOKa3aTeJeM IO CPaBHEHHUIO C
HOPMAaJIbHBIMHU ITOKA3aTEIsIMU JTAHHOW BO3pPAaCTHOM Karteropuu. Jloka3aHo, 4To
IIPU MO3AHEN TUATHOCTUKHU M JEYEHUU 21 THIpOKCUIIa3HON HETOCTaTOYHOCTH Y
neteit oboero moja MoxeT Manudectuposats [IIIP. DtoT heHOMEeH 0cOOEHHO
4acTo HaOMIoAaeTcsl y JeTei, MUarHOCTUPOBAHHBIX MPU KOCTHOM BO3pacTe
JOCTUTIIUX MyOepTaTHBIX 3HAYEHUN: y MaJIbUMKOB /10 13 neT. B aTux ciyvasx y
MaJIbYUKOB TPOIPECCUPYIOT CHUMIITOMBI aHJAPOTCHU3ALMHU, YBEINYNUBACTCS
00BeM SIMYEK U pa3Mephl MOJOBOTO YJIEHA, a MPU TOPMOHAILHOM 00CIIeIOBAaHUU
BBISIBIIICTCSI TIOBBIIICHHE YPOBHS TectocTepoHa [6,12]. A y Maib4yWkoB B
Bo3pacte crapumie 11 7jer To ecTh myOepTaTHOro BO3pacTa, IOKa3aTelu
TECTOCTEPOHA KPOBH Kosiebanuch B mpeaenax ot 2 10 4,1 HMoub/ B cpeHEM
coctaBui 2,7+0,56 HMOb/1. UTO 1OCTOBEPHO HUKE HOPMATUBHBIX MOKa3aTeaei
YPOBHS TECTOCTEPOHA KPOBU Yy IOAPOCTKOB JTAHHOM BO3PACTHOM KAaTErOpUHU.
JlokazaHo, YTO y MaJbUMKOB IyOEpTaTHOrO BO3pacTa MPOUCXOIUT
JI0303aBUCHMOE CHWXEHUE YPOBHS TECTOCTEPOHA B CBIBOPOTKE KPOBH 10
CPaBHEHMIO C BO3pPAaCTHBIM KOHTPOJIEM, YTO, II0 BUIUMOMY, CBS3aHO C
MOAABJICHUEM CEKPEIMH TUNOTAIAMHUYECKOTO TOHAIOTPONMH - PUIM3HHT
rOpMOHa, a Takxke ¢ HenocpeAcTBeHHbIM BiMsHHMEM ['KC Ha mnpomykumro
TECTOCTepOHa B simukax [28,36].

Kak BUAHO M3 MOJYYEHHBIX JAHHBIX YPOBEHb TECTOCTEPOHA KPOBU OBLI
3HAYUTENIbHO TIOBBIIIEH Yy MaJbYMKOB B J0ONMyOepTaTHOM BO3pacTe, 4YTO
cBuzeTenbCTBYeT O HacrymeHnuu [IIIP y HHUX W 3HAUUTENbHO HHUXKE B
nyOepTaTHOM BO3pacTe, YTo sSBIsieTCsl NpuunHOM anurensHoro npuema I'KC.

Bricokas pacupoCTPaHEHHOCTD 100pOKaYEeCTBEHHBIX OIyXOJIeH
HAJIIOYEYHUKOB BBISBIISIETCS TPU KOMIIBIOTEPHOM ToMorpaduu B3pOCIbIX
oompubix ¢ BJIKH, B ocoOeHHOCTH cpeauw TeX, KTO MOJydaeT HeaJeKBaTHOE
JeYeHUue TJIIOKOKOpTHKOMZaMM. B Xxome  umcciienoBaHuM — KapLMHOMBI
HAJIIOYEYHUKOB Y B3pocibiXx 0osbHbIX ¢ BJIKH BbIsSBISAIOTCS peako, MpU 3TOM
€CTh CBEJICHHUS JIUIIb O JIBYX CiIydasx 3Tou onyxonu y aereit ¢ BJIKH. Ognako,

npu KT Haamo4euHWKOB OHU COXPaHSIOT CBOIO TPEyrojibHyl (opmy, 4TO
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CBHUJICTEIILCTBYET O THIIEPIUIACTHYECKOM, a HE OIyxoJieBoM mporecce [41,44].
[Ipn mamem uccnemoBanuu KT HammodeunmkoB Obuto mpoBemeHo 50%(19)
netsm ¢ BJIKH, runeprniasusi HaAnmo4yeyHUKOB BbIABICHA Y 13 u3 Hux. MPT
runodusza Obul0 TpoBeneHo y 58%(22), wmkpoaseHoma rumnodusza Obuia
BBIsIBJICHA Y 2 U3 HUX. [lolyuyeHHbIe HaMH pe3yJIbTaThl MTOATBEPKIAAIOT JTaHHbBIC
3apyOeXKHBIX aBTOPOB O TOM, YTO THUIIepIIa3us HaamodyeuHnkoB mnpu BJIKH
aBJIgeTCs ciaencTeueM jummteibHoro Aeicteust AKTI, 1 He MOKeT OBIThH CBsI3aHA
C HAJIMYMEM MUKPOAJICHOMBI TUTIO(DH3a.

CornacHo JUTEpATYpPHBIM JaHHBIM y JIEBOYEK Yallle BCETO pa3Mepbl MaTKU
U SHYHUKOB YMCHBIICHBI, SUYHUKHU C SIBJICHUSAMH TOJUKUCTO3a [6,12,44]. MEI
npoBenu Y3 uccienoBanus MaTKH U SUYHUKOB. [Ipu nmpoBeneHuun s3xorpaduu
OTpENENsIA pa3Mepbl MATKH, SIMYHUKOB, UX OO0BEM, TOIIIUHY IHIOMETPHUS.
beinmu BeIsIBICHBI crnenyromue usmeHeHus: Y 5 (19,2%) u3 obcnemoBaHHBIX
HaMH JICBOYCK SIMYHUKM HE BH3YaIM3UPOBAIUCH. Y OOJBIIMHCTBA 0O0BEM
SIMIHUKOB OBLT B MPeJIeax HOPMBI , COCTAaBIsi B cpequeM 4,3+1,2 em®. YV 11
(42,3%) 60IBHBIX pa3Mephl JJIMHBI MATKU COCTABIISUIM OT 8 10 48 MM, IIMpUHA
MaTKH OT 4 10 32 MM, YTO MEHBIIIE ATOTO ToKasaress B momyisaiuu. Y 8 (30%)
OOJIbHBIX MaTKa OblLTa BU3yaJIM3UPOBAaHA B BHJIC MBIIICYHOTO TSXKa, B CPEIHEM
obmas nnmuHa u mupuHa 11,6£0,8 mm u 7,7 £1,1 MM COOTBETCTBEHHO. Y
HeOosboro yucna 0oiabHBIX 7 (26,9%) pasmepsl MaTku ObUIM B Ipeaenax
HOpMbI. Kak BHAHO W3 MOJYy4YeHHBIX HaMH pe3yJbTaTOB, y OOJBIIMHCTBA
JIeBOUEK MaTka ObUla JU0O0 MEHbIIE HOPMATHBHBIX TOKa3zaTenaed Jaubo
BU3yaJIM3UPOBAJIaCh B BHJE MBIIIEYHOTO TsDKAa, UYTO TOXE  SIBIISICTCS

OTKJIOHCHHUCM OT HOPpMAJIbHBIX rokKasarteJsici.
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BoiBOABI

1. 3a mepuoxy c¢ 2002 mo 2012 roga B PCHIIMIl DOHnoxpuHonoruu
BbIsIBJICHO 38 ciyuyaeB 3aboneBanust BJIKH (nedurut 21 rugpokcunassl) cpeau
nereid u nojapocTkoB. KomnuecTBo reHetmyeckux aeBouyek coctaBmio 71,1%
(27/38), renernueckux MajabuukoB 28,9% (11/38). CooTHOIICHHE IEBOYCK M
MaJbYHKOB cocTaBuiio 2,4:1.

2. Haubonee xapakTepHble KIWHHUYECKHE U HHIOKPUHOJIOTHYECKHE
MPOSIBJIICHUS] BPOXKJIEHHON TUCHYHKIMHM KOpPbl HAAMOYEYHUKOB (neduiur 21
THIPOKCHIIa3bl) y aeBodek: kiuropmeranus (100%), pannee akcusgproe (23%)
1 100KoBOE oBOJIOceHHE (42%). Y MaIbUMKOB: YBEIUYCHUE Pa3MEPOB TIOJIOBOTO
uneHa (84%) u oowvema smuek (40%), panee akcuisipHoe oBosiocenue (33%) u
panee mnyoOapxe (50%), panee oBojocenne Ha Jmne(25%). U3
aHTPOMIOMETPUUECKUX TOKa3arejell Haumboliee XapaKTePHBIMHU  SIBJISIFOTCS:
OTIEPEKEHUE KOCTHOTO BO3pacTa IO OTHOIICHHWIO K TMAacmopTHOMY y 65,3%
JeBOYEK U 9% MaIbUMKOB.

3. T'opmonanbHbie wu3MeHeHue HauOosiee xapaktepHsie st BJIKH
aBisieTcsa yBenuueHue ypoBHs 17 - OIl m TectocTepoHa KpOBH, a Takke
yBenuuenne nokazaresneit 17 KC cyrounoit moun. Yposau 17-OIl kpoBu u 17
KC cytounoit mouu, kotopsie sBistoTcss Mapkepamu BJIKH Obuti moBbIiieHbI y
BCceX B cpenHeM Ha 10 HMOJB/T B cpeaHeM y JeBoYeK cocTaBisul 7,97+0,66
HMOJIB/JI, Y MaJIbYuKOB ypoBeHb 17 - OII kxpoBu B cpennem cocrasmi 11,2+1,54
HMOJIB/JI. TecTocTepoH KpOBH y J€BOYEK OB MOBBIIIEH BO BCEX BO3PACTHBIX
rpynnax B cpenHeM coctaBisis 2,38+0,28 HMOJb/, 4TO SIBASIETCS CIEACTBUEM
BUPWIM3AIUA U JIJIMTEIIBHOW THUIEPAHAPOTCHUU. TeCTOCTEPOH KpPOBU OBLI
MOBBIIICH Yy MaJbUYMKOB B JOMYOSPTATHOM BO3pacTe, YTO TaKXKE SIBISCTCS
CJIICICTBHEM  THUIEPAHJAPOTEeHHOTO coctosiHus. OnHako, Yy  MajJbYMKOB
myOepTaTHOTO BO3pacTa MPOUCXOJUT CHIDKCHHE YPOBHS TECTOCTEpOHA B
CBIBOPOTKE KPOBHM MO CPaBHEHHUIO C BO3PACTHBIM KOHTPOJEM, YTO CBS3aHO C
nonasieHuem cexkpeuuu ['PI°, a taxke ¢ HenmocpeactBeHHbIM BiausiHuem ['KC

Ha MPOAYKIHIO TECTOCTCPOHA B AMYKAX.
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IIpakTUYecKkre peKOMEHAALMH.

1. [Jumarnoctuky BJIKH ocHOBbIBaTh 10 CHEAYIOIIMM JaHHBIM
KJIMHAYECKOTOo  oOcnefoBaHMs:  yBEJIIMYEHUE pa3MepoB  kiutopa  (0e3
NaJblIUPYEMBIX TECTUKYJ) TMPU POXICHUUM Y TEHETHYECKHX JI€BOYEK;
MPEXKIEBPEMEHHOIO YBEIMUYECHHUE Pa3MEpPOB MOJIOBOTO YjieHa U 00beMa SIMUeK y
MaJb4YMKOB; YCKOPEHHE JIMHEMHOrO0 POCTa M KOCTHOM Iu(epeHIIMpOBKU Y
nerer 000ero noJia.

2. JlabopaTopHyl0 U MHCTpYMEHTaNbHYyI0 nuarHoctuky BJIKH mpoBoauTh
onpenenenrem: 17 — OIL, recrocTepoHa B cbiBOpoTKe KpoBHU U 17-KC cyrounoi
MOYM; KApUOTHUIIMPOBAHUE C ONPEACICHUEM IIOJOBOrO XpomaruHa; Y3U
uccienoBanie opraHoB Masoro tasza; KT uccienoBanne Haano4YeYHUKOB.

3. XKenmmmnam wumerommx pgered ¢ BJAKH npm nocnemyromeit
OEpEeMEHHOCTH PEKOMEHIYETCsI  MPOBOJAUTH MPEHATaJIbHYIO JAHATHOCTUKY
METOJIOM OIIpesieleHus 17-TuApoKCcUnporecTepoHa B MpoOax OKOJIOIUIOAHBIX
BO/I.

4. Benenue HeoHaTanbHOro ckpunuHra Ha BJIKH, ocHoBanHoro na
onpenenenun ypoBHsi 17 — OH Ha ¢unbTpoBaibHOM Oymare Ha CyXOM IISITHE

KPOBH, B3STOU U3 MSATKU HOBOPOKJIECHHOTO uepe3 48- 72 4 1mocie poxKICHUs.
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ITporoxon uccnenosanus aetei u noapocrkos ¢ BAKH

©.1N.0.

Bo3zpacr

Juaruos:
OcH:
Ocua:
Com:

AHaMHe3: peOEHOK OT 0epeMEHHOCTH; POCT MPHU POXKIACHUU ; BEC IIPH
POXKIICHUH ; OJTM3KOPOJICTBEHHBIN Opak ; HAIM4ure 3a00yieBaHus y OpaTheB
u
cecrep

OOBEKTUBHO: aHTPOIIOMETPHUS POCT ; BEC ;

MPONOPLUUOHAIBHOCTD ; rupcytusM 1o mkaine @eppumany ["ansei

; MYCKYJIMHU3aIUsI ; mosoBas opmyna neBoukn Ax P Ma
Me ;mampuukn AX P F L V ; Kaurtop ;

Anammssl: OAK: Hb- r/11; Dp- *10MN2/m; Jletik- *1079/m; JTuma- X
Tpom6- *10°9/m; Ht- %; COD- MM/4;
OAM: OTH.IUTIOTHOCTE- ; OEJIOK- r/m; JI- ;0p- ; Hun- X
cou- X
bx.aH.kp: 0611.6em0k- I/J1; MOYE€BHUHA- MMOJIb/JI; KpEaTUHUH-

MKMOJIB/T; AJIT- mikm; ACT- MKM; OUIHpyOUH- MKMOJIb/TI;
X0JIECTEPUH- MMOJIB/JT; caxap Kp- mmoe/it; HDAL c- %);

I'opMOHaJIbHBIE aHATU3HIL:

17- anba ruApOKCUIIPOTECTEPOH- ; TECTOCTEPOH- ; TTI-
; T4- ; AKTT - ; KOPTU30JI- ; QIBJIOCTEPOH-
; IPOTECTEPOH- ; JII- ; OCT- ; PEHUH- ;
17-KC- ;
OKT™:

V31 (MaTKy, SMYHUKOB, MTPEICTATENILHOM JKeJIe3bl)

HeBponaTonor/mcuxuarp:
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l'urexomor/ypoor:

OKynucr:

_R-rpadust neBoit kucTu: KOCTHBIN BO3pact

MPT- runodusa:
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