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CIIUCOK COKPAILIEHUM

AKTI' — agpeHOKOPTUKOTPOIHBIN TOPMOH

BI' — BpOXI€HHBIN THIIOTUPEO3

I'CJ] — recraniMOHHBIN caxapHbIN Aua0ET

HCJl — neonaranbHbIl caxapHbIi Aua0ET

I[ITT' — napatupeonIHbIN TOPMOH

CJ] — caxapHbIii quadeT

T3 — TpuiloATUPOHUH

T4 — TupoxcuH

T4 cB. — cBOOOAHBIN TUPOKCUH

TI' — TpaH3UTOPHBIN THIIOTHPEO3

TTI' — TUpEeOTPOIHBIN TOPMOH

DK — muToBHAHAS KeTe3a

3B-HSD (3B-I'C/l) — 3B-ruapokcucteponaaeruiporetasa
11B-HSD (3B-I'C) — 11B-ruapoxcucrepouiieruaporeHasa
17-OHIT — 17-ruapokcunporecTepox

®YHKIUOHAJIBHBIE OCOBEHHOCTH YHJIOKPUHHOM
CUCTEMBI IVIOJA 1 HOBOPOXKJIEHHOI'O

CraHoBNeHHE SHAOKPUHHON CUCTEMbI B aHTEHATaJIbHOM U paHHEM HEOHa-
TAJIBHOM TIEPUOAAX SIBISETCA CIOKHBIM W MHOTO(AKTOPHBIM MPOIIECCOM, Ha
KOTOPBIA, TOMUMO SHAOTCHHBIX, OKA3bIBAIOT BIUSHUE U YK30TCHHBIE (PaKTOPHI:
COCTOSIHUE 3/I0pPOBbSI MaTEPH BO BpeMsi OEPEMEHHOCTU U POJIOB, FECTAIMOHHBIN
BO3pacT, CTeNeHb MOPPOPYHKIIMOHAIBHON 3pEJIOCTH, Macca Tejla peOeHKa npu
POKJICHUHU U HAJIM4YKE NIepUHATAIbHBIX O0JIe3HEH.

B nepuon 6epeMeHHOCTH 3HAOKPUHHASA CUCTEMA >KCHILUHBI IIpeTeprena-
€T 3HaYUTEJbHbIE U3MEHEHUs, 00eCIeUnBaloIINe HOPMAJIbHOE Pa3BUTHE IUIOJA.
OTanHOCTh CTAHOBJICHHUS SHJOKPUHHON CHUCTEMBI IJI0Ja U HOBOPOKIECHHOIO
ABIISIETCSL OTpaKeHHEM (puyioreHeza B KPaTKOM IO JJTUTENBHOCTH MEepUHATAIb-
HOM OHTOTeHe3e. TonbKo B ciydae (PU3UOIOTHIECKOTO TeUeHUsI OEPEeMEHHOCTH
U POJOB 3TU MPOLECCH MPOUCXOIAT coryiacoBaHHo. [laTomornyeckue yciaoBus
BHYTPUYTPOOHOH Cpelbl BIAMSIOT HAa pPe3epBHBIC BO3MOXXHOCTU SHIOKPHUHHOM
CHCTEMBI TUI0/Ia M peOCHKa U TIPU KPaTKOBPEMEHHOM BO3JICHCTBUHU aKTUBUPYIOT
ee, a Ipu JJINTETHHOM — YTHETAroT.

B nepuon 6epeMEeHHOCTH TOSBIISACTCS TOTIOTHUTEIbHAS Kelle3a BHYTPEH-
HEH ceKpelun — IUIaleHTa, oepymas Ha ce0s psg GyHKIUA, CBI3aHHbBIX C CHH-
T€30M TOPMOHAJIBHBIX BEIIECTB, KOTOPbIE 00ECIEYNBAIOT HOPMAIbHOE TEUCHHE
O0epeMeHHOCTH U poioB. OCHOBHBIMU TOPMOHAMH IIJIAIIEHTHI SBIISIOTCS XOPHO-
HUYECKHUM TOHAJOTPONUH U IJIAEHTAPHBIN JIAKTOT'€H, KOTOPbIE BIUSAIOT Ha BbI-
paboOTKy pUIU3HHT-()AKTOPOB TUIIOTAIAMYCOM W TOHAJOTPONHHOB THIO()HU30M
B OpraHuM3Me MaTepu, oOecreunBas ONTHUMAJbHYIO JUIsl COOTBETCTBYIOIIETO
CpPOKa reCTalli CEKPELMI0 TOPMOHOB SIMYHUKOB. XOPUOHUYECKUM TOHAIOTPO-
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MUH BBISIBIsIETCS HA 8—9-¢ cyT oByssiiuu. OH CTUMYJIUPYET OMOCHUHTE3 CTEPO-
UIHBIX TOPMOHOB (3CTpHOJIA, ACTPAIMONA, MPOTECTEPOHA, TECTOCTEPOHA) B
IaleHTe, Kope HaANOYEYHUKOB IJIOAA U YYacTBYET B Pa3BUTUHU TOHAN. Ypo-
BEHb IUIALEHTAPHOIO JIAKTOT€HA OTpakaeT ()YHKIMOHAJIBLHOE COCTOSIHUE ILjIa-
eHThl. OH OKa3bIBaeT JIOTEOTPOITHOE, JAKTOTEHHOE U COMATOTPOITHOE JIEHUCT-
BUE, BJIUSET Ha OEJIKOBBIM, KUPOBOM, YIIIEBOJHBIM OOMEHBI, OMpEIEsIoNnIne
pocT M pa3BuTHE IUI0Ja. ['MnepropmMoHanbHbIi (OH, CO3aBaeMblii SHIOKPUH-
HOM cucTeMOi MaTepu, HEOOXO UM IOy JIJIS /IeKBAaTHOT'O Pa3BUTHSI.

CHuxeHue (pyHKIIMOHATbHONW aKTUBHOCTU OT/AEIbHBIX YHAOKPUHHBIX XKe-
J€e3 MOXET MPHUBECTH K HEOJarompusTHOMYy ucxony OepemeHHoctu. Hapye-
HUE (DPYHKINUU SHIOKPUHHBIX )KeJie3 y OepeMeHHON OTHOCUTCS K (pakTopam BbI-
COKOTO pHUCKa pa3BUTHA Npe- M NEPUHATAIBHOW MATOJIOTMU — 3SMOpPHO- U
¢etonatuii. BmecTe ¢ TeM OT qesSTEIbHOCTH COOCTBEHHBIX SHIOKPUHHBIX XKelle3
IUI0J]a 3aBUCHUT MPABUIBHOCTh AU(P(HEPEHIMPOBKU U POCTA €r0 TKAHEH B aHTE-
HaTtajapbHOM nepuoje. I[Ipu HEQOCTaTOUHONM TOPMOHAIBHOW aKTUBHOCTU KAaKOM-
AM00 SHIOKPUHHOM JKeJe3bl MaTepu BO3HUKAIOT TUNEPTPOdUs U TUIIEpILIa3us
AaHAJIOTMYHOT0 AHAOKPHUHHOIO OpraHa IUI0/a, COMPOBOXKIAIOIIMECS KOMIIEHCA-
TOPHBIM TOBBIILIEHUEM €ro (PYHKIUH.

Benymas posib B LEHTPaNIbHON PETYJIALUU IEITEIbHOCTH SHIOKPUHHOM
CUCTEMBbl NPUHAUICKUT runorasamycy. OH 3aHUMAET LIEHTPAIBHOE MECTO B
HEHPOIHIOKPUHHON CUCTEME, IMOCKOJIbKY 00€CIeYMBAET ONTUMAIIBHBIN PEeXUM
NEeSATENbHOCTH 3HIOKPUHHBIX XKelle3 u romeocra3. B Bo3pacre 7—11 Hen. recra-
LMY POUCXOJUT 3aKjIaJKa TMIOTAIAMUYECKUX SEp, a K 32-i HeA. 3aBeplIacT-
cst X (POpMUPOBAHHUE.

['uno¢us Haunnaet ¢pyHKImoHupoBath ¢ 9—10-i1 Hen. recrauuu. Brige-
nst0T afeHorunodus (Kene3ucTrid Tunodus) u Herporunodus (HEPBHBIN TH-
no¢uz). K nepBoMy OTHOCAT NEPEAHION, CPEHION (MPOMEXKYTOUHYI0) U TyOe-
panbHyto (OyTpoByto) nonu. B coctaB Heliporunodusa BKIOYAIOT 3aIHIOO
JI0JIF0, BOPOHKY U CPEIMHHOE BO3BBILICHUE, PACIIOIIOKEHHOE MEXIY aJIeHOTH-
no(U30M M THUIOTAJIaMyCOM — YacCThbIO MPOMEKYTOUYHOTO MO3Ta. YUWTHIBas
cpoku mnosiBineHus: cekpenuu (10—12 wen.), k 20-if Hem. opraH CTPYKTYpHO
muddepeHupoBad U QYHKIIMOHATBFHO aKTUBEH, OH Y4acTBYET B IPHUCIOCOOU-
TeIbHBIX peakiusax. O QyHKIMOHAIBLHON aKTUBHOCTH TUNO(dH3a CyAST MO CO-
J€P’KaHNIO B HEM TOPMOHOB U CEKPELIUU UX B KPOBBb.

B Bo3pacte 12—16 Hen. recranuu B Helporunoduse GOpMUPYETCS THITO-
Tanamo-runopu3apHslii  myTb. CeKpeTopHas  aKTUBHOCTb  THIOTalaMo-
runo(u3apHOi CUCTEMBI IJI0Ja B AHTEHATAIBHOM IEPUO]IE HOCUT BOJIHOOOpPAa3-
HbId Xapaktep. [Iuku QyHKIMOHANIBHON aKTMBHOCTH mpuxoasrcs Ha 2025,
32-34 u 38—40-10 Hen. IlepBoe MOBBIIIEHUE CEKPELIMU OOBSICHSAETCS aJeKBaT-
HOM peakuuel mioga Ha pa3jinyHble Pa3Apa’kKUTEIN B CBA3U ¢ GOPMUPOBAHUEM
IPSIMBIX KOPOTKUX CBSI3€M MEXKYy TMIIOTaNIaMmycoM u runoduzom. Bropoit nuk
BO3HHUKAET NPHU YCTAHOBJIEHWM KOHTAKTOB KJIETOK C HEHporiueil, koTopas
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obecnieunBaeT TpouKy KieTok. B 3TOT mepuo nmoseimaercs GyHKIIMOHATbHAS
aKTUBHOCTh BcCeX NepudepruyecKux SHIOKPUHHBIX JKeJie3, UYTO OOBSCHSIETCS
dbopMupoBaHUEeM TPSMBIX U OOPATHBIX CBSI3EH MEXKAY Kejle3aMH W TUIOoTalla-
MycoM. TpeTuil mMUK HEHUPOCEKPEIMU CBSA3aH C MPHUCIOCOOJIEHUEM CHUCTEMBbI
II0J]a K BHEYTPOOHOMY CYIIECTBOBAHUIO M CO CTUMYJHUPYIOIIUM IEHCTBUEM
POZOBOIO AKTA.

AgnanTanus HOBOPOXJACHHBIX K BHEYTPOOHOMY CYIIECTBOBAaHHUIO Hapy-
IaeTcsl Mpy HeOJAronmpuATHOM TeUeHUHM OepeMeHHocTu y Marepu. [Ipu stom
rUrnoTagaMo-runodu3apHas CUCTeMa TUI0Jla Ha KPaTKOBPEMEHHOE CTPECCOPHOE
BO3JICHICTBHE OTBEYAET aKTUBH3AIMEH (PYHKIIMOHAIBHOTO COCTOSIHUS, a Ha JJTH-
TEJIbHOE BO3JICMCTBUE — YIHETCHUEM. XPOHHYECKAsl THUIIOKCHUS IUIONA, BPOXK-
neHHass WHOEKIUs W Jpyrue HeOmaronpusTHbie (BaKTOpbl PE3KO CHUIKAIOT
aJanTalMOHHbIE BO3MOXXHOCTH SHIOKPUHHOW CHCTEMBI IUIOJIA BO BPEMS POJIOB,
YTO, BEPOSATHO, SIBJISIETCS OJHOU U3 IPUYMH PA3BUTHUS JUCTpPECCA.

I'OPMOHAJIBHOE OBECIIEYEHUE PAHHEN HEOHATAJIBHOM AJIAITALIAA

DOHJIOKpUHHAsI CUCTEMAa UTPAET BaKHYIO POJIb B IIPOLIECCE aJlallTalluy HO-
BOPOXKJIEHHOTO K YCJIOBUSIM IOCTHATajJbHOW U3HU. PoxxkneHuto pebeHka co-
MyTCTBYET MEPEX0/] Ha JIESTOYHOE JIbIXaHUE, aKTUBAIUS MEXaHU3MOB, 00ecreyn-
BAIOIIMX 3alIUTy OT THUIOTEPMHUU, THUIOIIMKEMAH W THUIOKAJIbLIUEMHUH.
HannmodeuyHuky BBITIONHSIOT aIanTAllMOHHYI0 (QYHKIIAIO YK€ C MEPBBIX MUHYT
XKU3HU pedeHka. HeckosibKko mo3xe s moAAepKaHusl SHEPreTUYECKoro OaiaH-
ca ¥ MOHHOT'O PaBHOBECHS HEOOXOAUMO BKIIOUEHHE MEXaHU3MOB, OOecreyH-
BAEMBIX JHJIOKPUHHBIM aIlllapaToOM IIOHKETYIOYHOM KENE3bl, NUTOBUIHON U
NapalUTOBUIHBIMU JKEJIE3AMMU.

Kopa nagnoyeynunkos. [Ipu poxaeHnn MpouCXoauT 3HAYUTEIBHOE T10-
BBIIIICHHE YPOBHS KOPTH30JIa B KPOBH peOeHKa (Tak Ha3bIBaeMbI KOPTHU30JI0-
BbIl BCIUIECK). DTO OOYCIIOBJICHO YBEJIMYEHHEM CEKPELHUU JAaHHOTO rOpMOHa
HAJNIOYCYHUKAMH, CHUKCHHEM €ro MpeBpallleHus B HEAKTUBHYIO (hopmy —
KopTu3oH. Ilepen pogamu BeiienCcTBUE S3CTPOTCHHONW CTUMYJIALIMHU ITOBBIIACTCS
akTUBHOCTH miarieHTapHoil 11B-HSD. Do Benet k yCKOpeHUIO IIalleHTapHOT O
IIPEBPAILEHHS] KOPTU30JIa B KOPTU30H U YMEHBIICHHIO MMOCTYIICHNUsT KOPTU30J1a
B OpPraHU3M IUIOAA, YTO, B CBOKO OUYEPEdb, IO MEXaHU3MY OOPATHOW CBSI3H IPH-
BOJIUT K CTUMYJIALMA KOPTUKOTPOITUH-PUIN3UHT-TOPMOHA UIO/1a, TTOBBILICHUIO
ypoBHst AKTI" u cTumynsuuu HaAMmoO4e4yHUKOB. J(OMOJHUTENbHBIM (AKTOPOM
CILYKUT CTUMYJISILUS TUNO(PU3apHO-HAANMOYEUHUKOBOM CUCTEMBI IUIOAA Iula-
LIEHTAPHBIM KOPTUKOTPONUH-PUIU3UHT-TOPMOHOM.

KopTuzon akTuBUpyeT CUHTE3 cyp(aKkTaHTa B JErOYHOW TKaHU, yBEJU-
YUBaeT peadcopOLMIO KUAKOCTU B JIETKUX, CTUMYJIHPYET aKTUBHOCTh (DEHMII-
sTaHoJaMUH-N-MeTrITpancdepasbl B MO3TOBOM CJIO€ HAJMIOYEYHUKOB, OTBET-
CTBEHHOW 3a IPEBpAIICHUE HOPAJIPCHAIMHA B AJPCHAJIWH, MOBBIIACT AKTUB-
HOCTb MOJOTHUPOHUHOBOM JEHOIUHA3BI B IEYEHH, UTO BEAET K YCKOPEHUIO Ipe-
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BpauieHus: T4 B T3, moreHuupyer 3apanieHue OoTaioBa MPOTOKA, CIOCOOCT-
BYET CO3PEBAHMIO psA/ia (EPMEHTATUBHBIX CUCTEM B CTEHKE TOHKOW KHILIKHU U
IICYEHU.

Karexosiamunbl. Pogpl — cTUMYI LU 3HAUUTEIBHOTO YCUJIEHUS CEKPE-
IIUU KaTeXO0JaMUHOB B OpraHu3Me peOeHKa. Y JTOHOIIEHHOIO0 HOBOPOKIEHHOTO
KOHIIEHTpAIUs HOpaJpeHallHa, apeHalnHa u Jo(amMuHa B IyIIOBUHHOW KPOBU
B 5—7 pa3 BbIllIE, YEM y B3POCIIbIX, Y HEJOHOIIEHHOTO IaHHBIM NTOKa3aTeNb €IlIe
6omnpiie. BenencrBue 3Toro Bo3MOXKHO moBbilieHue AJl, ycuieHue WHOTPOT-
HbIX 3(EKTOB B cepjiie, MOBBIIIICHUE aKTHBHOCTH TEPMOTeHe3a B Oypoil Ku-
POBOM TKaHM, YBEJIMYEHUE COJIEPKAHUS CBOOOTHBIX JKMPHBIX KHUCIOT, aKTHBa-
LY aJalTalMOHHBIX MEXaHU3MOB B JIETKHUX (peadcopOLust JIErOUHOM KUAKOCTH
1 BBICBOOOXICHUE Cyp(dhaKTaHTa).

TepmoreHes B KMPOBOII TKAaHM HOBOPOKAEHHOro. bypas »xuposas
TKaHb — OCHOBHOM CyOcCTpaTr TepMmoreHe3a HOBOpokieHHoro. Hambonee 3Hauu-
TENBHBIE €€ OTIIOKEHUS OKPYKAIOT ITOYKU M HAAIIOYEYHHUKH, B MEHBIIINX KOJINYECT-
Bax OHA NPEICTABJIEHA BOKPYI KPOBEHOCHBIX COCY/IOB CpeNOCTeHHs U men. Komu-
4ecTBO Oypod JKMpOBOM TKAaHM MAaKCHUMaJIbHO K MOMEHTY poxaeHus. OnHa
MIOCTENIEHHO PACXOAYETCsl Ha NPOTSHKEHUU TNEPBBIX HENENb JKU3HU. TepMoreHes B
Oypoil >KUPOBOW TKaHU CTUMYJIMPYET HOPAJAPCHAIMH MOCPEJCTBOM aKTHUBALUHU [-
aIpEHEPIUYECKUX PELENTOPOB. DTOT MPOLIECC OMOCPEAOBAH BIIMSHUEM THUPEOU-
HBIX TOPMOHOB. KiieTku Oypoit KupoBoii TKaHW O0TaThl MUTOXOHAPHUSIMH, B KOTO-
PBIX 3KCIPECCUPYETCS YHUKAJIbHBIA OEIOK — TEPMOI€HHH, PEryJIUPYIOLINA OKUC-
neane U ¢ochopunrpoBanre aaeHO3UHAU(DODOPHON KHUCIOTBI, CHIDKAIOIITHIMA
cunte3 AT® u ycunuBaroumii Tepmorenes. TepmorennH — T3-3aBUCHMBIA (hak-
TOp, a Oypast ’KHpOBasi TKAHb COACPIKUT 5'-MOHO-HOJOTUPOHUH JI€HOAMHA3Y, C IO-
MOILBIO KOTOPOW POMCXOIUT JIOKANIbHBIN cuHTe3 T3 1 T4.

beicTpas akTuBanus TepMOreHesa B Oypoil )KUPOBOW TKAaHH HEOOXOauMa
JUISL BBKMBAHUSI HOBOPOXKIEHHOTO. BBICBOOOXKIEHHE KATEXOJIAMUHOB CITY>KHUT
OCHOBHBIM CTHMYJIOM Il aKTHBAalUs TEPMOIE€HE3a B PAHHEM HEOHATaJbHOM
nepuoe. IlonHoe co3peBaHne CUCTEMBI KaTEXOJIAMUH3aBUCUMOIO KIETOYHOIO
IbIXaHUs B Oypoil KUPOBOM TKaHU MPOUCXOJUT HE3A0JITO JI0 POJIOB U TpedyeT
HaJIU4Us THPEOUAHBIX TOPMOHOB.

I'omeocTa3 kaabuusa. HoBOpoxkaeHHBIA BBIHYXIEH OBICTPO COBEPIIHUTH
NepexoJl OT BHYTPUYTPOOHBIX YCIOBHUI CyIIECTBOBaHUS (C BHICOKUM COJEprKa-
HHUEM KaJbLHsl, TOCTYIIAIOLIEr0 U3 KPOBOTOKA Marepu u perynupyemoro II1TT -
MOJOOHBIM OEJKOM M KaJbIIMTOHMHOM) K MOCTHATAJIBHBIM YCJIOBHUSIM JKU3HH,
KOTJ1a I0CIIe Mepepe3aHns MyNOBUHBI YPOBEHb KAJIBIUA B €M0 KPOBH aJaeT 10
MHUHUMYMa K KOHI[y NEPBbIX CYTOK (KOHIIEHTpalUs KaJbLUsl PEryJupyeTcs
I[ITT" u Butamunom /[). B TeueHune mepBbIX HECKOJbKUX JAHEH KU3HU YPOBEHDb
IITT" oTHOCUTENBHO HU30K, OH ITOYTHU HE 3aBUCUT OT TUIIOKAJILIUEMHUH.

KonueHTtpaius KaablIMTOHUHA B IEPBBIC THU KU3HU 3HAYUTEIBHO BBIIIIE,
yeM B noclienyroomeMm nepuoae. OTHOCUTENbHO ciadas peakuusi BbIpaOOTKU
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IITI" B OTBET HA TMNOKAIBLIMEMHIO U BBICOKMM YPOBEHb KAJIBLIUTOHUHA IIPUBO-
IAT K Pa3BUTUIO TPAH3UTOPHOW TMIOKalblMeMuu B TeueHue 2—-3 nueit. [locre-
IIEHHOE MOJABIIEHUE CEKPEUNHN KATbUUTOHUHA U cTuMyJisaius [ITI nmpuBogsar k
MOBBILICHUIO YPOBHS KaJbIIUSL.

'omeocTa3 Kanblusi B MEPHOJIE HOBOPOXKIACHHOCTH TAKKE 3aBHCUT OT
HU3KOM CKOpPOCTH KJIyOOuKOBOW (puiibTparuu, HabMt0aeMOl B TEUEHHE HE-
ckoJibkuX JHe. Kpome toro, peakuus nodek Ha IITI" B mepBbie AHU KU3HU
CHWXeHa. OTU (PaKTOphl OTPAaHUYUBAIOT IKCKpennio (HochaTtoB U CocoOCTBY-
10T pa3BUTHIO runepdochareMun. Y HETOHOIICHHBIX HOBOPOXKIACHHBIX JHCOa-
JJAHC MEXIY BBICOKHM YPOBHEM KAJIBLUWTOHUHA U CHUKEHHBIM ypoBHeM [ITI
OoJiee 3HAYUTEJIEH, TO3TOMY CTENEHb TMIOKAIbIIMEMUN U €€ MPOAOJIKUTEIb-
HOCTb BBIPAXKEHBI CUJIbHEE. BoibIle MpeIpacnoioKeHbl K THIOKAIbIUEMUN JI1E-
TH, POKJICHHBIE B aC()UKCHUHU.

I'omeocTa3 riwko3bl. OHUM U3 BaKHBIX T€HETHUYECKUX U METa0oIM4e-
CKHMX TIPOSIBJICHUH Tepexojia oT (eTalbHOr0 K HEOHATAIbHOMY MEPUOy pa3BU-
TUsI peOCHKA SABIIACTCS PsJl alanTalliii, HalpaBJIeHHBIX HA 0OeCcrieYeHrne TKaHEeH
opraHu3Ma aJIeKBaTHbIMU HMCTOYHUKamu SHepruu. OnHa u3 HauboJsiee 3HAUU-
MBIX (DYHKIIUN — MoJiepKaHue HEOHATAIBLHOTO TOMEOCTa3a III0KO3bl Ha 0€30-
nacHoMm it [THC ypoBue. HeoOx01IMMBIM yCIOBHEM MIPU 3TOM SIBJIIETCS] AKTH-
BallMg YEThIPEX META0OJMYECKUX IyTeil: TJIMKOTEHOJIU3a, TIIOKOHEOreHes3a,
JIMIIONIA3a U KETOreHEe3a, HaXOIAIIMXCS I10J KOHTPOJEM 3HIAOKPUHHOM CHCTE-
MblI. JlepeKkT B 0JHOM M3 HUX M3MEHSET aJanTallMOHHBIC MPOIIECCHl U HAPYIIAET
rOMEO0CTa3 IIOKO3bl Y HOBOPOXKJIECHHOTO.

Pe3koe npekpaiieHne noCTyIICHHS TIIFOKO3bl Ye€pe3 TUIAUECHTY MPUBOJAUT
K TUIOIIIMKeMHH y peOenka. Huzkasi KOHIEHTpalus IJIIOKO3bl U yCUJIEHHAs
CEKpelMsl KaTeXO0JIaMHUHOB CTHUMYJIUPYIOT BBIPAOOTKY TIIFOKAroHa, KOJUYECTBO
KOTOPOIO B IUIa3M€E JIOCTUTAE€T MUKOBOTO 3HAYECHUSI B TEUCHUE 2 4 MOCJIE POJIOB.
KonueHnrpanusa nHCylInHa Opu poxaeHUM Hu3Kas. [lapamiensHo ¢ pa3BUTHEM
TUIIOTJIMKEMUM OTMEUAIOT NAJIbHEWIIEE CHUXKEHUE €ro COAECPKaHUsSI B KPOBH.
CooTHollleHHE YPOBHS TUIIOKaroHa W MHCYJIMHA CIOCOOCTBYET CTaOWIIM3aluu
rIMKeMun B mipenenax 2,8—4,0 MMmoiib/i B TedeHue MepBbIX 12-24 9 KU3HM.
BricOokne KOHIIEHTpauuu IIIOKaroHa M KaTeXOJaMHUHOB IPUBOASAT K UCTOIIIE-
HUIO 3aI1acOB TJIMKOT€HA B NEYEHU, MOATOMY I MOJAEPKaHUS COAEp KaHUs
TJIFOKO3bI B KpOBH crycTs 12—18 4 mocne pokaeHuss He0OX0AMMO BKIFOUCHUE
[IEYCHOYHOI'0 TJIFOKOHEOTreHe3a. Y HEJOHOUIEHHBIX OTMEYAOT IOBBILIEHHYIO
CKJIOHHOCTb K Pa3BUTHIO TUIIOTJIMKEMHUH BCIIEACTBUE MAJIbIX 3aI1aCOB INIMKOTI€HA
B NIEYECHH M HEJOCTATOYHOM 3pPEJIOCTH TJIIOKOHEOreHe3a. Y 3J0POBBIX JOHO-
HICHHBIX HOBOPOXKJIEHHBIX T'OMEOCTAa3 TJIFOKO3bl YCTAHABIMBACTCS B TCUCHHUE
MEepBLIX 5—7 MHEW KU3HU, HEAOHOIICHHBIM JUISI TOTO MOXKET MOTPeOOBATHCS
1-2 uen.

AanTanMoOHHbIE U3MEHEHMS JAPYIrMX 3HAOKPUHHBIX cucteM. [Ipepsi-
BAHUE IUIOAHO-TUIALICHTAPHON HUPKYJISILIUK BO BPEMSI POJIOB TPUBOJUT K CHUXKE-
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HUIO KOHIIEHTPALMU 3CTPOr€HOB, MPOTreCTEPOHA, XOPEOHHYECKOTO TOHAJI0TPO-
MMHA YEJIOBEKA U IJIAlEHTApHOTo JaKTOreHa B KpOBH HOBOposkaeHHoro. [lapan-
JIJIbHO C YMEHBILIEHUEM COJEP>KaHUsl SCTPOT€HOB UCUYE3aET CTUMYJISILIUS CEeKpe-
MU NPOJaKTUHA. Ero KOHLEHTpAlMs CHUXKAETCSA B TEYEHHE HECKOJIbKUX HEJENb
MOCTHATAIILHON XW3HU. B paHHeM HeOHATalIbHOM IMEPHOJE OTMEYAIOT TaKKe
YMEHbIIIEHUE YPOBHEH COMATOTPOITHBIX TOPMOHOB, UYTO OOYCIIOBJIEHO IpeKpa-
IIEHUEM BO3JICHCTBUS IJIAIEHTAPHOTO JIAKTOT€HA.

Y HOBOPOXKIEHHBIX MaJIBUUKOB HAOIIOJACTCS TPAH3UTOPHOE NaJCHUE
KOJIMYECTBAa TECTOCTEpPOHA IOC]E IMpeKpalleHusi cTumyiupyromero s¢dexra
XOPEOHUYECKOr0 TOHAJ0TPONMHA YeJI0BeKa. B OTBET Ha aKTUBALIMIO CEKPELUU
JTIOTEUHU3UPYIOIIETO PUIUZUHT-TOPMOHA KOHLEHTPALMS TECTUKYJISIPHOTO aH/I-
pOreHa BHOBb BO3pAcTaeT MOJ BIMSHUEM T'OHAJOTPOIHBIX TOPMOHOB. Y IEBO-
YEK YCWJICHHE TUMNOTAIIAMUYECKONW CEKPElUU JTIOTEUHU3UPYIOIIETO PUIU3UHT-
rOpMOHa MPUBOJUT K MOBBILIEHUIO KOJUYECTBA (POJUTUKYIOCTUMYIUPYIOLIETO
rOpMOHA ¥ TPAH3UTOPHOMY YBEIMUYEHHIO KOHUIEHTPAIIMU 3CTPOT€HOB.

BPOXXJIEHHBIE 1 MEPUHATAJILHBIE 3ABOJIEBAHMS
U TOBUIHOM KEJE3BI

Mopdodpynkunonanbubie ocodenHoctu YK y mioaoB m HOBOPOX-
nennsbIx. K nosensercs na 3—4-i1 HeA. BHYTPUYTPOOHOTO Pa3BUTHUS KaK BbI-
ITYMBAHUE BEHTPAIbHOW CTEHKH INIOTKH Mexay | u Il mapamu xabepHbIX Kap-
MaHOB y ocHoBaHus si3bika. [I[DK mioga ¢ 10—12-i Hen. cnocoOHa 3aXBaThIBaTh
Hoj, CMHTE3UpOBaTh MOATHUPOHUHBI M HAaKaIIUWBaTh Koyutouz. HeoOxomumblii
st cuHTe3a ropMoHoB LXK #on mocTymaer oT MaTepu U YaCTUYHO 00pasyercs
B IUTALIEHTE B pe3yJibrare aeiioaupoBanus T4. Jlo 50 % ThupokcuHa B KPOBU HO-
BOPOXACHHOTO MOXET OBbITh MaTEPUHCKOTO TNpoucxoxieHus. IlocreneHHo
¢dbynkunonansHas aktuBHocTh LK nHapacrtaer, u k 36-i1 Hen. recrauu KOH-
LIEHTpalXsl TUPOKCUHA U TPUHUOATUPOHMHA B KPOBHU IUIOJA JOCTUIAET YPOBHSA
B3pOCHbIX. B mepBbie MUHYTHI 1T0ce poaoB KoHueHTpauus TTI moseimaercs,
YTO CBSI3aHO C IEPEXOJOM K HOBBIM YCIOBHSIM OKpY’Karouien cpensl. Makcu-
ManbHbId ypoBeHb TTI ormeudaror Ha 30-i MuH *Xu3HH, OH nocturaer 70
MEn/n. O1o npuBoauT x aktuBauuu cekpeunu T4 u T3. [lapannensHo B nedyeHu
MIOBBIIAETCSA AKTUBHOCTD IE€MOJNHA3, YTO TAK)KE BENET K YBEIMUYECHUIO KOHIICH-
Tpauuu T3.

TupeouHble TOPMOHBI 00JIaJAIOT IIUPOKUM CIIEKTPOM JIEUCTBHS: CTH-
MYJIUPYIOT KHIIEUHYIO PE30pOLMIO YIIIEBOJOB, CIOCOOCTBYIOT IIFOKOHEOI'€HE-
3y, PETYJUPYIOT CHUHTE3 TJIMKOT€HA W TJIMKOTE€HOJM3, COACHCTBYIOT pacmnamy
xupoB. Baxueiimmmu s pextaMu TUPEOUTHBIX TOPMOHOB SIBJISIIOTCS: aHa0o-
andeckud (oauH U3 (PaKTOpOB KOHTPOJS JIMHEHMHOrO POCTa, MHUIMHUPYEMBIX
gyepe3 TOPMOH pocta), auddepeHnupyronuid (depe3 CUHTe3 crenuuyecKux
0enkoB U (DepMEHTOB B Mpe- U MOCTHATAIbHBIX MEPUOJIaX MPOUCXOAUT CO3pe-
BaHHE HEPBHOM, CEPAECYHO-COCYIUCTON M ONOPHO-IBUIATEIIbHOW CHUCTEM),
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IIPECCOPHBIN KATeXOJIaMUHOBBIA. B 3MOpHOHAaIBbHOM MEPUONE THUPEOUIHBIC
TOPMOHBI OKa3bIBAIOT UCKIIOYUTENBHOE BIUSHUE HA (OPMUPOBAHUE OCHOBHBIX
CTPYKTYp MO3ra, OTBEYAIOIIHMX 3a MOTOPHBIE (PYHKUMU U HHTEJJIEKTyalbHbIC
BO3MOXHOCTH YEJIOBEKA, CIIOCOOCTBYIOT CO3PEBAHUIO YJIUTKH CIYyXOBOTO aHa-
mu3aropa. Penentopsl k T3 B KI€TKax rOJIOBHOTO MO3ra IMOSIBISIFOTCS € 8- HE.
BHYTPUYTPOOHOTO pa3BUTHS, T. €. IO Hayasla (PyHKIIMOHUPOBAHUS COOCTBEHHOM
TUIIOTAIaMO-TUIIO(PU3APHO-TUPEOUTHON cucTeMbl. TUpEOnHbIE TOPMOHBI CTH-
MYJUPYIOT Npoudepaluo 1 MUTPALUI0 HEHpoOIaCTOB, pOCT AKCOHOB U JIEH/I-
puToB, TudGepeHIUPOBKY U MUEIMHU3AINIO OJUTOICHIPOLIUTOB, (OPMUPOBA-
HHUE CUHAIICOB; aKTUBUPYIOT 3KCIPECCHUIO T'€HA, KOJUPYIOUIEro O€I0K MHUENUH, a
TaK)K€ COJAEHCTBYIOT HAKOIUICHUIO JIUMUAO0B U TJIMKONPOTENI0B B HEPBHOM TKa-
HU. Takum 00pa3oM, MaTepUHCKH THPOKCHH (B KJIETKaxX T'OJOBHOTO MO3ra
IJIOA €AVWHCTBEHHBIM MyTh MOJIy4yeHUs 13 — BHYTPUKIETOYHOE ACHOAMPOBA-
Hue T4) cnocobcerByeT pazsututo [{HC minoga u ocoOeHHO MUTpallid HEUPOHOB
B KOpY I'0JIOBHOTO Mo3ra B | TpuMecTpe OepeMeHHOCTH.

BposkaeHHbIM rUIIOTHPEO3

Bpoxnennsiit runotupeos (mudp no MKb: BI' ¢ auddy3usiM 3060M —
E03.0, BI' 6e3 300a — E03.1) — gocTaTo4yHO rereporeHHas Mo 3THOJIOTHUU
rpynmna COCTOSHUM, OOyCIOBIEHHBIX MOPGO(YHKIIMOHATBLHON HE3PEIOCThIO
runoTtainamo-runoduzapuoi cucremsl, XK umm ux aHATOMUYECKUM MOBPEXK-
JI€EHUEM BO BHYTPUYTPOOHOM IMEpPHOJE, OJHO U3 Haubojee 4acTo BCTpeyaro-
muxcs 3adoneBannii 1K y gereit. YUacrora BI' coctaBnser 1 : 4500. V neBo-
yek BI' BoisiBisieTcst B 2—2,5 pa3a yailie, 4eM y MaJbUHKOB.

B ocHoBe 3a00J1€BaHMsI JISKUT HENOCTATOUYHOCTh TUPEOUTHBIX TOPMOHOB,
KOTOpasi MPUBOJAUT K 3aJ€P>KKE Pa3BUTHUS BCEX OPraHOB U CUCTEM. B mepByro
ouepenp crpagaer [IHC. YcranoBneHa npsiMasi CBA3b MEXKIY BO3PAaCTOM, B KO-
TOPOM HAYaTo JICYCHHE, U MHIAECKCOM MHTEUICKTYaJIbHOTO Pa3BUTHs peOeHKA B
nanpHenmeM. ONTHUMaabHBIM CPOKOM Hayaja FOPMOHO3aMECTUTEIbHOW Tepa-
MUY CYUTAETCS BPEMS JI0 ABYXHEACIBHOr0 BO3pacTa peOeHKa.

IJTHOJIOTUA M MaToreHe3. B oCHOBe HapylICHUM 3aKIAIKU U Pa3BUTHUS
2K moryT nexars aedekrsl reHoB PAXSE, TTF1 u TTF2, koTopsie KogupytoT
TPAHCKPUMIIMOHHBIE (PAKTOPBI, SKCIIPECCUPYEMbIE€ Ha PaHHUX 3Tarnax AMOpHo-
HanpHOro paszputus XK. K runomnaszum (amnaszum) DK Ttakxke moryT Bectu
nedpextsl TeHa TSHR, xkomupyromiero peuentop TTI. K HacnencTBeHHbIM
HapyIlIeHUsIM OMOCHUHTE3a TUPEOUJTHBIX TOPMOHOB OTHOCST Ae(EKThI T€HOB,
KOJMPYIOLUIUX HATPUEBO-HOAUIHBIA CUMIOPTEP, TUPEOMEPOKCUIa3y, OenoK
MEHJAPUH U TUPEOUI0Kcuaa3y-2. Hactora BcTpeyaeMOCTH HeHTpalibHOro BI'
He mpesbimaer 1 : 50 000. IlpuyuHoii nanHOTO 3a00J]€BaHUS MOTYT OBITh
HEKOTOpbIE (OPMBI BPOXKJACHHOTO runonutryuTapusMa. K nu301upoBaHHBIM
HacJIeJCTBEHHBIM BapuanTaM BropuuHoro Bl otHocsat nedexrs rena TSHB
(B-cyopenunnua TTI') u TRHR (peuentop tupeonubepuna). B tabun. 1 npruBeneHsl
JTaHHbIE 00 N3BECTHBIX B HACTOSIIIEE BPEMsI MyTalusiX, IpuBoasiux k BI'.
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Tabnuya 1
He¢exTsl reHos, npusoasime k BI'

CocrosiHue YacroTa HacJe- Hedext 300 T4 TTT | 3axsar
BCTpeUaeMo- JOBaHUE reHa Hoaa
CTH
Hucrenesns 1LDK 1 : 4000 APH*, | PAXS, - l i !
AJIH** | TTFI,
TTF2
Heduuut TTI Penko APH TSHB - ! ! !
['unonuryurapusm 1:10000— APH, Pit-1, - l IN
15 000 AJZTH(?) | PROP-1
TTI'-pe3ucTeHTHOCTh Penxo APH TSHR - l i N
Hedexr  Tpancmopra Penxo APH NIS(?) + ! 1 !
nona
Hedexr oprammduka- | 1:40 000 APH TRO + l 1 )
uu fona
Cunpapowm llenapena 1:50000 APH PDS + N| 1 1
Hedexr cunresa tupeo- | 1 :40 000 APH, TG + ! 1 1
rI100yJIMHA AJIH
Jedexr neiioannaszel Penko APH ? + ! 1 1
Pe3ucrentHOCTE K TH- Penko APH, TRp + i ™ i
PEOUAHBIM TOPMOHAM AJIH
* APH — ayrtocomHo-peneccuBHOe HacnenoBanue, ** AJIH — ayTocomHO-

JOMMHAHTHOC HAaCJICA0OBAaHHC.

Hecmotps Ha TO, UTO y»e U3BECTHO HECKOJIBKO T'€HOB, 1e(hEeKThl KOTOPBIX
OPUBOJAT K pa3inyHbIM BapuaHTtam BI', HacneacTBeHHBIN XapakTep 3a00JeBa-
HUS yaercs noATBepAuTh He Oosiee yeM B 10 % ciydaes.

B ocHoge mt060ii popmbl BI' nexuT nosHas uiaM yacTUYHas HEJOCTATOY-
HOCTh THUPEOMJIHBIX TOPMOHOB. [ MMOTHPO3WHEMUSI MPUBOAUT K PA3BUTHUIO JHUC-
MeTabOIMUYECKUX HAPYIICHUM, CHUYKEHUIO CKOPOCTU TNMPOTEKAHHSI OKUCIUTEIb-
HBIX TPOIECCOB, AaKTHUBHOCTU (DEPMEHTATUBHBIX CHCTEM, IOBBIIICHUIO
TPaHCMEMOPAHHOW KIJIETOYHOW MPOHUIIAEMOCTH, HAKOIUICHWIO B TKaHSIX HEJO-
OKHUCJICHHBIX TIPOAYKTOB oOMeHa. Jlepumur TUpeouaHbpIXx TOPMOHOB IpyOO Ha-
pylIaeT nporecchl pocta, AMPpPepeHIIMPOBKU BCEX TKaHEH U CUCTEM OpraHHU3Ma.

Kaaceupuramus. BI' moxer ObiTh nepBuunbiM (nedext LK), Bropuu-
HbIM (HegocTaTouHOCTh cekpeunu TTI runoduzom) U TpeTUyHbIM (TUIOTANIA-
MHUYECKasi HeIOCTaTOYHOCTh) (Tab. 2).

Tabnuya 2
®opmbl BI' y nereil, npuYMHbI U PACIPOCTPAHEHHOCTh HEKOTOPLIX ero ¢gopMm
ITHOJIOTHS | Ipumeuanue Yacrora

1. Ilepuunslii BI 95 %
Juceenesus LIDK Kaxk nmpaBuiio, criopainueckoe COCTOSIHUE: 85-90 9% Bcex
— anasus; Clly4aeB IIepBUY-
— THUNOILIA3US; Horo BI
— DJKTONUsA
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Bpoowcoennvie  na-
Pyuwenus 20pMOHO-

3a0oseBaHne C ayTOCOMHO-PELIECCUBHBIM TH-
MIOM HacJIeI0BaHUS:

1:30 000,

10-15 9% Bcex

eenesa 8 LI[PK — HapyuieHue opraHuukanuu ioaa (4acTo); | caydaeB TNEpBUY-
— cHmkeHne uyBcTBuTenbHOCTH K TTT (peako); | Horo BI'
— HapylUIEHUE TPAHCTIOPTa HOIUIOB (PEIKO);
— HapyllieHHe CHHTEe3a WK TPAHCIIOPTa TUPEO-
100yMHa (PenKo);
— HapylleHue JAeHOAMpPOBaHUS  THUPO3WHOB
(penxo)
2. Bropuunblii 1 TpeTuuHbiii BI' 5%
Tunonumyumapuszm | Jedbunut TTT B couetanuu ¢ nedpunutomM Ipy- 1:110000
THX TPOIMHBIX TOPMOHOB rumodusa
H3onuposannuiii I'eneTndecku oOycnoBieHHBIN aAedekT cuHTe3a | He ycranoBiena

oepuyum TTI"

TTT

3. llepudepuueckasi pe3ucTeHTHOCTH K ropmonam K

He ycranosnena

4. TpaH3UTOPHBII THNOTHPEONANU3M

He ycranosnena

Ilpuem  mamepwvio
AHMUMUPEOUOHBIX
cpeocms

I'unotupeo3 mpoxoauT 4depe3 1—2 Hen. mocine
POXKIEHMS 110 MEpPE BBIBEACHUS U3 OpraHu3Ma
THOHAMUJI0B

Jepuyum tiooa y
mamepu

Ecnu B HeoHaTanpHOM mepuoje pedeHOK Ipo-
JOJKAaeT HeoNody4yaTh WOl ¢ THILEeH, THIIOTH-
peo3 coxpaHsieTcs U MOYKET MPHUBECTH K HEOO-
paTUMBIM  HapylmeHusM  (U3UYECKOTO U
MICUXUYECKOTO Pa3BUTHS

H36wimok tiooa

[Tpuem B mipe- ¥ MOCTHATATILHOM TIeproIe (Tiepe-
JO3UPOBKa HOJICOAEPIKAIMX TIPErapaToB IpU
JedyeHnd OepeMEeHHOM, aMHuorpadus ¢ Homaco-
JepKaIMA KOHTPACTHBIMU BEIICCTBAMH, HC-
TMI0JIb30BaHKE HOACOIEPKAIX AHTHCEITUKOB)

Mamepunckue
mumena

dH-

IIpy ayTOMMMyHHOM THPEOMIUTE Yy MAaTE€pU
aHtuTena, Onokupyromue peuentopsl TTT,
IIPOHUKAIOT Yepe3 IUIALCHTY

[TepBuunsbiii BI' 00ycnoBien HapymeHUsIMU 3aKIaJAKH U SMOPUOHAIBHO-
ro pazsutusa DK (axTommsi, TUmomIa3usi WM ariaszus) win aedekramu 0uo-
CUHTE3a TUPEOUIHBIX TOPMOHOB (puc. 1).
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THNLI 3KTONKWA

MNonbAazwaHas

CopeavHHan
TupeEornoCcanbHEIA NpOTOK
MupaMnpansHas noam

Hoomanesan nokann3suma

JarpynMHuan

F)

Puc. 1. Jlokanuzanusa [1[DK B HOpMe U TIpH €€ SKTONHHI

Kiaunuveckasn kapruna. Kimmandeckue cumnromsl BI' B mepuojie HOBo-
POXJIEHHOCTH HecnelnpuyHbl (0COOEHHO Y JETeH, MOIyJYaloluX TPyaHOe MO-
JIOKO, coJiepKalllee TUPEOUIHbIE TOPMOHBI), OHM BO3HUKAIOT MOCTENeHHo. Bo3s-
MOXKHO Bsiioe, Hed(p(EeKTUBHOE COCaHHE, IUIoXas mnpubdaBKa MacChl Tela,
MBIIIEYHAs! TUIIOTOHHUS], IOHWKEHHAs! YCTOMYUBOCTh K TUIIOTEPMUH, MPOJIOHTH-
pOBaHHAsi TPAH3UTOPHAS JKENTyXa, CyXOCTh W OJICNTHOCTh KOXH, OT€YHOCTD,

CKJIOHHOCTb K 3aropam, opaaukapaus (tadm. 3).

Tabnuya 3

Kannnuyeckuii ckpununr BI' (3. I1. Kacarkuna, JI. E. Illuaun, 1999)

I[Ipuznak

Ouenka (6aJ1J1b1)

[Iynounas rpepka

OTG‘IHOCTB, THUITMYHOC JIHUIIO

[ToznHee oTxoxaeHne MekoHus (> 20 u), 3amopbl

JKeHckuit mon

BJ'IC,Z[HOCTI), TUIIOTCPMHU KOXKHBIX ITOKPOBOB

Makporoccus

Mpimeuysast THIIOTOHHUS

[IpononrupoBanHas xentyxa (> 3 cyr)

['pyGas cyxas Koka, IeJyIIeHHe KOXH

OTKpBITHIM MaJIbld POJHUYOK (IIKpE 5 MM)

[lepenomennas 6epemeHHocTh (> 40 Hen.)

bonwmmas macca Tena npu poxaeHuu (> 3500 r)

| et | | | [t [ et [ [ [N [N | N

Ipumeuanue. Ilpu cymme 6ano Gosiee 5 crnemyet npeanonarate Hanuuue Bl u npu-
HUMATh TaKOe 3HAYCHHE OJHHUM M3 KPUTEPHEB 0TOOpA Il TOPMOHAIBHOW BepU(UKAIIUH 3a-

OoJIeBaHUS.
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BI' y HoBOpOokneHHBIX B 40—80 % cityyaeB cOnpOBOXKIAETCA NATOJIOTUEN
cepJilla, U3BECTHOW MOJ Ha3BaHHEM «MHUKCeAeMaTo3Hoe cepAue». N3meHenus
00yCIIOBJIEHBI HHTEPCTUIIMATIBHBIM OTEKOM U BHYTPUKJIETOUHON THMIOKATHUEMHU-
el, pa3ButueM AUcTpodun Muokapaa. CUMITOMOKOMIUIEKC BKIIOYAET: Opaau-
KapJIUI0, TIIYXOCThb CEpACYHBIX TOHOB, PACHIMPEHUE TPaHULl OTHOCUTEIBHOU
CEepACYHON TYyNOCTH U BO3MOXKHBIM BBINIOT B nepukapi. [Ipu comyrcrByromei
TUIIOHATPUEMHUH 3HAYUTEIIBHO CHU)KAETCS MBILICYHBIA TOHYC, Pa3BUBAETCS Jie-
TaprU4ecKoe COCTOSIHUE, 3aJEepKKa KUAKOCTU. OCHOBHOW NMPUYMHON CHUMIITO-
MAaTUKU SIBJIIETCS] MOBBIIICHHASI CEKPELUsl aHTUIUYPETUUECKOr0 TOpMOHA, KO-
TOpasi HOPMAIU3YETCA MOCIIE TEPANTUU JIEBOTUPOKCHHOM.

Juarnocruka. IIpu nepsuunom BI' gmarHoctuka ocHOBaHa Ha BBISAB-
JIEHUH CHIDKEHHOTO cojepxanus T4 (wiam ero cBoOOaHOHN dpaKIuu) IpH mo-
BbIlIECHHOM KOHUeHTpauuu TTI. B cayuae nenrpaneHoro BI' ompenensiror
NOHM)KEHHOE coJepkanue 14 mnpu HOpManbHOM WKW CHHXKEHHOM TTT
(Tabma. 4). B xauecTBe OMOJHUTEIBHBIX METOJOB 00CIEIOBAHUS MOTYT OBITh
UCIIOJIb30BAHBI:

— V31 LXK unu paauon30TONHOE CKAHUPOBAHUE C TEXHEIMEM (METO
MIO3BOJISIET BBISIBUTH IUCTOIMYECKU PACIIONOKEHHYI0 TKaHb [17K);

— OKIT (onpenensitorcst CHHycoBasi Opaiukapans, HU3KU BOJIbTaX, 0CO-
OCHHO B CTaHJIAPTHBIX OTBEACHUSX, yuMHeHHEe uHTepBasioB PR u QT, HU3KO-
aMIUTUTYTHBIH 3y0er T);

— OxoKI' (wacto gunartamusi MOJIOCTEH, CHU)KEHHUE COKPATUMOCTH MHO-
Kapjia, peXe BBINOT B TOJOCTh MEpUKap/ia U aCHMMETpUYHAs TUNEpTpodus
MEAOKEITYJOUYKOBON NIEPETOPOJKH);

— OMOXUMHUYECKHI aHadu3 KPOBH (THIEPOMIUPYOHMHEMHs], THIEepXOoJe-
CTEpUHEMMUS]);

— o0mwMit aHanu3 KpoBH (K KOHIy HEOHATAJIbHOIO NEPHOJA aHEMHS,
uHorja yckopenue COD).

Tabauya 4
YpoBHu THpeoaHbIX TOpMOHOB U TTI' B KPOBH Y HOBOPOKAEHHBIX
U ieTeill paHHero Bo3pacrta (S. A. Kaplan, 1982)
Bozpacrt TTI, MmEJl/n T3, HMoaK/I T4, HMOJK/T T4 cB., IMOJIL/T
0-1 nenp (mMymnoBUH- 0,8-5,2 0,2-0,77 25,7-83,7 6,4-20,6
Hasg KpOBb HEIOHO-
IICHHBIX)
0-1 nmenp (MymnoBHH- 1,0-17.,4 0,2-1,15 95,2-167,3 1,6-28.,3
Has KpOBb POJUB-
IITIUXCS B CPOK)
1-3 nus 1,0-17,4 0,5-3,32 151,9-290,9 28,3-68,2
1-2 Hen. 1,7-9,1 3,84 126,1-213,6 20,6-48,9
2 "Hen. — 4 mec. 1,7-9,1 1,8-3,7 90,1-193,0 11,6-28,3
4-12 mec. 0,8-8,2 1,7-4,3 100,4-213,5 9,0-24,5
1-5 ner 0,8-8,2 1,64,1 94,0-193.,0 10,3-29,6
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JMuddepeHunanbHbIH TUATHO3 TIPOBOIAT CO BCEMHU 0OJIE3HSIMU, CONPO-
BOXJAIOIIMUMUCS dHIIedanonaTuen, ruaporedanuei, MpoJOHTUPOBAHHOMN XKeJl-
TyXOH, BPOXKJIEHHBIM CTPUAOPOM, Oone3Hbto ['mpuipyHra, anemuen, a B Oosee
CTaplleM BO3pacTe — 3aJepKKaMU pOCTa, MAKpPOTJIOCCHEH, OJUTro(ppeHUeH.
Baxno ormeTuth, yTo BI' HHKOr/a HE MPOSBIAETCS OOHUM CHUMIITOMOM, KIIH-
HUYECKHE MpPU3HAKU 3a00JIEBaHMS HApaAcTalOT C BO3PACTOM TeM ObICTpee, uyeM
TSKEJIEe TUPEOUHAS HETOCTaATOYHOCTb.

Jleuenne. [Ipu BI' HazHAualOT 3aMECTUTEIbHYIO TEPANUI0 FOPMOHAMH
K noxuznenno. [Ipenaparom BeIOOpa CUMUTAIOT JIEBOTUPOKCHH HATPHs (BbI-
MyCKAaeTCsl B pa3NuyHbIX 103upoBkax: 25 Mkr, 50 Mkr u 100 MKr B ojHOM Ta0-
JeTKe). JIeBOTUPOKCUH COBEPIIEHHO HUJEHTUYEH €CTECTBEHHOMY T'OPMOHY 4e-
JIOBEKa — THUPOKCUHY, YTO SBJISIETCS TJIaBHBIM €r0 IMPEUMYLIECTBOM IEPE]
OPYTMMH CUHTETHYECKUMU IpenapaTtamMu. Kpome Toro, mociie npuema JIEBOTH-
POKCHHA B KPOBH CO3/Ia€TCA €ro AErno, KOTOPOE pacXoyeTcs Mo Mepe HeoOXo-
JUMOCTH IyTE€M JIE€MOIUPOBAHUS TUPOKCHHA W IMPEBPALIECHUS €T0 B TPUHOATH-
POHHMH, 4YTO  T[O3BOJIAET  M30eXaTh  BBICOKUX, [HUKOBBIX  YPOBHEM
TPUHOJATUPOHUHA B KPOBH. BClo cyTOUHYIO 103y HEOOXOJIMMO J1aBaTh YTPOM 3a
30 MuH 110 3aBTpaKa ¢ HEOOJIBIIUM KOJIMYECTBOM KHUAKOCTH. HOBOpOXKACHHBIM
npernapar TpaaguLMOHHO MPUHATO HA3HAYATh BO BPEMSI YTPEHHEr0 KOPMIICHUS B
PaCTOIYEHHOM BHU/IE.

Hauanbnast 103a 1eBOTHpOKCHHA cocTaBisaeT 12,5—25—50 mMkr/cyT win
8—10—12 Mkr/kr/cyT. MOXKHO pacCUUTHIBATh JO3UPOBKY TUPEOUIHBIX TOPMOHOB
HCXOJS U3 IUIOIIAAM NOBEPXHOCTH Tesla. HOBOPOKIEHHBIM PEKOMEHAYETCS Ha-
3Ha4yaTh JICBOTUPOKCUH B Ao03e 150-200 MKI/M* IOBEPXHOCTU TENa, a JIETAM
crapie roga — 100—150 Mxr/m’. OpHEHTHPOBOYHbIC [03bI MPEMNAPATa, PEKO-
MeHJyemble neTsaM s Jdedenust BI', ykazanbsl B Ta0n. 5. B ciyyasx TspkenbIx
dbopm 3a00seBaHMs JeUeHUE CIeAyeT HauMHATh ¢ MUHUMAJIbHOU 03I (HE 00-
nee 25 MKr/cyT), yBennuuBas ee Kaxapie 7—10 gHel, 10BOAsS 10 ONTUMAIBHOM.
[Ipn kOHTpOJE aIeKBATHOCTH JI03bI OPUEHTUPYIOTCS Ha COCTOSTHUE peOeHKa
(OTCYTCTBHE CUMIITOMOB THIIO- U THHEpTUpeo3a), ypoBHU T4 c¢B., TTI' B chIiBO-
POTKE KPOBH.

Tabnuya 5
3amecTHuTe/BHAsI TOPMOHOTEpanus JeBoTupokcuHoMm HaTpus (U. U. Jlexos, 2006 r.)
Bospact Hosa
MKI/CYT MKI/KI/cyT
0-3 mec. 15-50 10—15 (moHomIeHHBIC)
8—10 (HeOHOIICHHBIE)

3—-6 mec. 25-50 8-10
6—12 mec. 50-75 68

1-3 roma 75—-100 4-6

3—-10 ner 100—150 34
10—-15 ner 100—150 24
16—-18 ner 100-200 2-3
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JleBoTHpOKCHH OOnanaer aHaboiIUYecKUM 3>PEGEKTOM U CIOCOOEH BbI-
3BaTh (POpMHUpPOBAHUE BTOPUYHON CUMMETPUUYHOU TUNEepTpodur MHOKapaa 4e-
pe3 yCUJIeHHE CUHTE3a MPOTEHHOB. B OOJBUIMHCTBE CiyyaeB K KOHILY MEpPBOTO
MOJIYTO/MS KU3HU TIPOUCXOJIUT Perpecc runepTpoduu, uTo yKasblBaeT Ha J100-
POKaYeCTBEHHOCTD Y MPEXOASIINI XapaKTep JaHHOTO Ipoliecca.

B koMiuiekc je4eOHbIX MEpONpPUITHI CIeAyeT BKIIOYAaTh CUMIITOMATH-
YecKoe JieueHHne (MpOTUBOAHEMHUYECKas, aHTUPAXUTHUeCKasi Tepanusi, BUTAMHU-
Hotepanus), JIOK, maccax, Tepanuio HOOTPOIIHBIMU CPEJICTBAMU, HAIPABIICH-
HeIMH Ha cradunuzamuio [IHC (mepeOponu3uH, HOOTPOIMMII H  JIp.).
Kapnnonornueckas tepanusi IpOBOJUTCS B COOTBETCTBUH C BBISIBJIEHHBIMU U3-
MEHEHUSIMH CO CTOPOHBI CEPACYHO-COCYAUCTON CUCTEMBI (CeplieuHasl HeA0CTa-
TOYHOCTb, BBIMIOT B TIOJIOCTh MEepUKapAa v Jp.).

IIporuo3. [Iporno3 BI' B oTHOIIEHNH HEMPONICUXUYECKOTO PA3BUTHUS 3a-
BUCHUT OT MHOXECTBa (DAaKTOPOB, OMPEACNSIONIMM M3 KOTOPBIX, [0 MHEHHIO
OOJIBIIMHCTBA UCCIIENOBATENEH, SBJISIETCS CPOK Hauajla 3aMECTUTEILHON Tepa-
NUU. Y CTAaHOBJIEHO, UTO Y€M OHA paHbIlle Hadata (He mo3aHee 2—4-HeeIbHOIO
BO3pacTa), TeM OnarompusiTHee MporHo3. [Iporpamma HabmOACHUS 32 MAlUEH-
tamu ¢ BI' npuBenena B Tabi. 6.

Tabnuya 6
IIporpamma Benenus nerei ¢ BI'

O0caenoBanue IlapameTpsbl Cpoxn
Knunnueckoe  00- | Poct, ckopocth pocra, mcuxomo- | Kaxnpie 1-3 mec. B TeueHue
clieI0BaHUE TOPHOE pa3BUTHE MEePBOTO Toja XKU3HU, Jajee

Kaxaele 6—12 mec.
Jlabopatopuoe 00- | TTI, T4 wim T4 cB. Heobxomumo | YUepes 1—4 Hexn. mocne Haya-
cleIoBaHUE MOJJEP)KUBATh ypoBeHb 14 B ChI- | Ja JeueHUs, Kaxaple 1—3
BopoTke B mpenenax 130—150 | mec. B TeueHue nepBoro rojaa
HMOJIIK/1, HE JIOMyCKasi TUIIEPTUPEO- | KU3HHU, Kaxkasle 3—6 Mec. B
3a, ypoBeHb TTI nomkeH wuMeTh | TeueHue 2-ro u 3-ro rojaa
CpelHUEe 3HAueHUs JHUarHOCTUYe-
CKOro Habopa
Pentrenonoruueckas | KocTHslil Bo3pact Exeronno
OLICHKA
[IpoGer Ha ncuxuue- | [TokazaTenu TabIUIl, AHKETHI [leppass — B 1-1,5 rona,
CKO€ pa3BUTHE U WH- BTOpasg — B 5 JIeT, IpHU He-
TEJUICKT 00XO0JIMMOCTH paHbIIIe

CxpuHuHr. Bo MHOrux cTpaHax BEAYIIy posib B AuarHoctuke BI' or-
BOJAT HEOHATAJIbHOMY CKPUHUHIY, IIPaBUJIbHASA OPraHU3alHsl KOTOPOIO I103BO-
JAseT  JOOUThCS  NMPAKTUYECKH IIOJIHOM  BBIABISEMOCTH  3a00JI€BaHUS.
K npuunHam MaccoBoro BBeleHUs CKpUHMHTa Ha Bl oTHOCATCA:

— BBICOKAs 4acTOTa BCTPeUaeMOCTH 3a00JyieBaHus (B €BpPONEHCKUX CTpa-
Hax | : 3000 — 1 : 4000 HOBOPOKAECHHBIX);

— MpeaoTBpalleHue rpy0oil 3a1epKKM YMCTBEHHOTO Pa3BUTHUS B Cilydae
JICYEHMS, HA4YaToro B IIEPBLIC JHU KU3HU;
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— MOSBJICHUE KIMHUYECKUX MPU3HAKOB 3a00JI€BaHuUs MOCE 3 MEC. KU3HH;

— BBICOKas YyBCTBUTEIBLHOCTh METO/IA;

— JIelIeBOe, MPocToe, 04eHb I (PEKTUBHOE JICUCHHUE;

— BBICOKasi 3KOHOMHUYECKast 3(PPEeKTUBHOCTh (CTOMMOCTb CKPUHHMHIA U
JedeHus peOeHKa MHBAINAA B TIO3HO TUArHOCTUPYEMBIX CIIy4YasiX COOTHOCUTCS
Kak 1 : 4).

B GonbmmHCTBE cTpaH juis ckpuHuHra Ha Bl onpenenstot ypoBenb TTT
B CyXOM TISITHE KPOBU UMMYHO(DIIFOOPECIIEHTHBIM METOJIOM C HUCIIOIb30BaHUEM
peaktuBoB DELFIA Neonatal hTSH na o6opynoBanuu ¢upmsr Wallak (Dun-
nsiHus ). B HEKOTOPBIX cTpaHax oNpenessaioT ypoBeHb T4.

B Pecniybnuke benapych CKpUHUHT HOBOPOXKIEHHBIX TPOBOIAT ¢ 1990 r.
(Tabm. 7). 3a aTo Bpems pacmnpocTpaneHHocTh BI' coctaBumna 1 : 6000 HOBOpO-
XKJCHHBIX. biaromapss CKpUHHUHTY NMPAKTHYECKH MCYE3NIM CIIy4yah KPETHHHU3MA,
0OyCJIOBJIEHHbIE TO3JHEH JUArHoCTUKOW 3aboneBanus. llpu wuccienoBanuu
TTI Ha 3—5-i1 AeHb KU3HU y JOHOUIEHHOTO peOCHKA 3a HOPMY MPUHSTHI 3HA-
yeHus, He npesbimatomue 15 mEn/min. Ipu yposae TTI 15—50 mExa/mn npo-
BOJST IOBTOPHOE TECTUPOBAHUE, C YUETOM PE3YyJIbTATOB KOTOPOTO PELIAOT BO-
IpOC O Ha3HAYEHUU 3amecTuTeNbHOU Tepanuu. [Ipu konnentpanuu TTI Gonee
50 MEn/n nedenue HazHayaroT eie 0 MOJy4eHHs] TOBTOPHBIX pe3yJIbTaTOB HUC-
cinenoBanus. [Ipu ckpununre Ha BI' o TTI He ymaeTcs BbISIBUTH Cilydau LICH-
TPAJILHOTO TUTIOTUPE03a, TepruPEepUIECKO pe3ucTeHTHOCTH K ropmonam LIK.

Tabauya 7
Oco0eHHOCTH HEOHATAJIBHOI0 CKpMHMHIa Ha BI' B pa3anyHbIX cTpanax
Ctpana I'ox Hayajia CKPUHHHTA Yacrtora BI' CKpHHUHT-METON

Kanana 1974 1:3937 TTr
BenukoOpurtanus 1978 1:4700 T4
CIIA 1978 1:4088 T4
Uranus 1979 1:2500 TTI
I'epmanus 1979 1 : 4000 TTI
DpaHuus 1979 1:4051 TTT
Ounnaaausa 1980 1:2637 TTT
XopBarus 1985 1:4200 TTI
UexocnoBakus 1985 1:5974 TTI
[IBenus 1985 1:2800 TTT
Kyb6a 1986 1:4460 TTI
TaliBaHb 1988 1:5788 TTr
CaynoBckast ApaBust 1990 1 : 1400 TTI
benapych 1990 1 : 6000 TTI
Owman 1991 1:2200 TTI
Typuus 1991 1:2736 TTT
Poccus 1992 1:4150 TTT

Haubonee yacTeiMu mpudrHamMu OMIMOOK MpH ckpuHUHTEe Ha BI sBnstroTest:
— HeMpaBWIbHBIE CPOKH 3a00pa KPOBH (paHbliie 3-ro JTHA);
— HEeTMOJHAas MPOIUTKA MATeH Ha OJaHKaXx;
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— TEXHUYECKHE OMIMOKHU MPU U3MEPEHUH PE3YJIbTaTOB;

— UH(POPMALIMOHHBIE OMIMOKM Ha Pa3IMYHBIX 3Tanax: jadopaTopus —
MOJINKJIMHUKA, TOJMKIMHUAKA — POJIUTENH;

— WTHOPUPOBAHUE POAUTENISIMH MOJIYYEHHBIX PE3YyJIbTaTOB, HEABKA B I10-
JUKJIMHUKY JUIS TIOBTOPHOM Cjauu KPOBH.

B 1abn. 8 oTpakeHbl BO3MOXKHBIE JIO)KHOOTPHULIATEIbHBIE U JIOAKHOIIOJIO-
’KUTEJIbHBIE PE3YJIbTAThl PA3IMUHBIX CKPUHUHI-METO/IOB.

Tabauya 8
Omudxky pa3TuYHbIX CKPHHMHI-METO0B
Pe3yabTart Omnpeneaenne T4 Onpepenenne TTI
JIOKHOTIIONOKUTEIILHEBIE Y HeOHOIIEHHBIX JeTEH, OmOka Meroza
omunbOKa MeToa
JlosxHOOTpHLIATENIbHBIE OKTOmuUs MUTOBUIHOM XKene3bl, | 'mnonuryurapusm,
omnbOKa MeToa ommnoOKa MeTona

TpaH3uTOPHBIN r'HNIOTHPEO3

HaubGonee pacnpocTpaHeHHass TpPUYUHA TPAH3UTOPHOTO CHIDKCHHUS
¢ynkuuu DK — HemoctaTtouHas (QyHKIMOHANbHAS 3pEIOCTh THUIIOTATIAMO-
runoQu3apHO-TUPEOUTHON CUCTEMBI, YTO 4allle HAOII0Jal0T NPHU HEAOHOIICH-
HOCTH, pooBOM TpaBme U runokcuu. K TI' moxeTr npuBecTd NPOHUKHOBEHUE
gyepe3 TUIACHTAPHBIN O0apbep M30BITOYHOTO KOJIMYECTBA THPECOUIHBIX TOPMO-
HOB (TUPEOTOKCUKO3 Y MAaTEpH), aHTUTEI WU JIEKAPCTBEHHBIX CPEACTB (Mpemna-
paThl Hoaa, TUPEOCTATHKH, aMUOIapOH, OPOMHIBI), OKAa3bIBAIONIUX OJOKHUPYIO-
mee aeicrue Ha LK mmona.

B rpynny pucka no passutuio TI' BXOAAT cieayromue HOBOPOKICHHBIE:

— HEJOHOIIICHHBIE;

— C HU3KHUM BECOM IPHU POKIACHUHU, BHYTPUYTPOOHOU runoTpodueii;

— C BHYTPUYTPOOHBIMU BUPYCHO-0aKTepUaTbHBIMU HHPEKIIUSIMU;

— C pOJIOBOM TPAaBMOW;

— OT Marepew, MoJIy4aBHIMX BO BpeMsi OEPEMEHHOCTH THPEOCTATHUYECKHE
MIpenapaThl;

— OT MaTeper ¢ PHAESMUYSCKUM 3000M, HE MOJyYaBIIUX BO BpeMs Oepe-
MEHHOCTH HOJIHYI0 TPO(PHUIIAKTHKY;

— oT Mmatepelt ¢ 3aboneBanusimu I[DK (ayTomMMyHHBII THPEOUAUT, TH-
MTOTUPEO3).

[Ipu BeisiBieHnu TI' 1O pe3ynapTraraM HEOHATAIBHOTO CKPUHHUHIA KOH-
uentpaus TTI, kak npaBuino, cocrasusier 15—50 MEn/mMi v npu moBTOpHOM
TECTUPOBAHUU 3aMETHO CHUXKACTCS.

JuarnocTuka. Ha sTane nepBUYHOTO CKpUHUHTA MPAKTUYECKA HEBO3MOXK-
Ho nuddepentmpoars BI' ¢ TT', xoTs HeoOXxoauMo uMeTh B BUy, 4to TI' compo-
BOXKJIa€TCSl OTHOCUTEJIBHO MeHee BbicOkuMH ypoBHsMU TTI (15-50,0 MEn/n),
yem BI' (kak nipasuiio, 6onbiie 50,0 MEn/i). Pasrpanuuenue 3Tux cocTOsIHUM He-
00X0MMO TPOBOJUTH Ha BTOPOM dTare CKpUHUHTA (B MOJUKINHUYECKUX YCIOBU-
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AX) pyu noBTOpHOM omnpeaeneHuu ypoBHa TTI" u T4 cB. B CBIBOPOTKE KPOBH pe-
oenka (puc. 2).

TTI
HOPMA 15-50 mEn/n > 50 MEn/n
IToBTOpHOE 0£peIICJI6HH€ BL
(B CBIBOPOTKE) -
T4 cB., TTT
T4 cB. < HOpMBI, HOPMA

TTI > vHOpMBI

Puc. 2. Tuddepennmansuas auarnoctuka BI' ¢ TT

Jleuenne. TpaH3uTOpHAS TUIIOTUPOKCHHEMUS, KaK MPABHUIIO, TPOXOIUT
CaMOCTOSATENLHO MPU WCYC3HOBEHWU NMPHUYMHBI, €€ BBI3BaBIICH. B OTmeIbHBIX
CiIydasx MOKa3aHO Ha3HAYeHWE THPCOUAHBIX IMpernapaToB (JICBOTHPOKCHH) KO-
POTKUM KypcoM (0ObI4HO 3—4 HeJ.) B BO3PACTHBIX JO3WPOBKaX (IJisI HEIOHO-
meHHbIX — 8—10 MKI/Kr/cyT, 1715 JoHOMEeHHBIX — 10—15 MKT/KT/CyT).

BpoxaeHHbIH THPEOTOKCHKO3

JdtHojioruss U marorene3. HaumOonee uactas nmpuuvHa MNaTojJorud —
muddy3Hbld TOkcHueckuii 300 Matepu. IlaTtorenes 3abosieBaHus 00yCIOBIIEH
OpOHUKHOBeHUEM uepe3 mianeHTy LATS-tupeonacTumynvpyromero UMMy-
HornoOynuHa G ¢ mocaeayrommm ycwienueM gpynkuun LK nnona. Tupeounn-
HbI€ TOPMOHBI BJIMSAIOT HAa CEPIEYHO-COCYAUCTYIO CUCTEMY, IOBBIIIASL YPOBEHb
MeTaboNu3Ma, MoTpedIeHne KUCIOPO/ia U COOTBETCTBEHHO CEpJICUHBIN BHIOPOC,
YBEIMYMBAIOT YyBCTBUTEIBHOCTh MUOKAp/Aa K KarexosamMuHaMm. B atom ciydae
3a00JIeBaHNE HOCUT TPAH3UTOPHBIN XapakTep.

Pexe mpuumna 3a0oneBaHus — akTtuBHpyromas myrtanus rema TSHR,
koaupyrouero peuenrop TTT.

Kaunuveckas kapruna. 3a0ojieBaHUE MOXHO BBISIBUTh BHYTPHYTPOO-
Ho. Ha Y3U onpenenstor yCUIEHHYIO ABUTATEIbHYI0 AKTUBHOCTH IIJI0JA, YBE-
nudenue K.

B Tom ciydae, ecau MaTh NpUHUMAaa TUPEOCTATUKH, CUMIITOMbI BO3HU-

KalOT TOJBKO TOCJE POXKACHUS. Y peOCeHKa BBISBIAIOT HU3KYH) OTHOCUTEIBHO
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CpOKa recTaii Maccy Teja Mpu HOPMaIbHOUW WK OOJIBIION JJTMHE, MOBBIIICH-
HYI0 HEPBHYIO BO30YAMMOCTb, TUIIEPPEAKIUI0 HA CBET U 3BYK, TPEMOp, HHC-
tarM. Bo3aMmoxkeH skx30(TanbM, oreuHocTh Bek. Hanbonee xapakTepHbIMH CHM-
NTOMaMH SIBJISIOTCS: TaXUKapAus (TaXUapUTMHM), apTepHalibHas TMIEPTEH3Us,
paclMpeHne rpaHull OTHOCUTENBHON CEPIEUYHON TyNOCTH, AaKIIEHTYHPOBAHHBIE
TOHBI U NPU3HAKHU 3aCTOMHON CEPACYHON HEIOCTATOYHOCTH. BO3MOXKHO pa3BH-
THE TUPEOTOKCUYECKOTO KPU3a, OCTPOM CEpACYHON U HAAIOYEYHUKOBOM HEJOC-
TATOYHOCTEHN, KOTOPBIE MOT'YT CTaTh IPUYMHOMN JIETAIBHOIO HCXO/A.

JAunarnocruxka. JluarHo3 mOATBEPKIAOT OMNPENCICHUEM MMOBBIIICHHBIX
koHueHTpaui T3 u T4 B xpoBu nipu HU3KUX ypoBHsIX TTT. IIpu ayronmmyH-
HOM BPOKJEHHOM THIIEPTUPEO3E ONPEAEISIIOT MOBBILICHHBIA TUTP AHTHUTEN K
peuenrtopy TTI. Ilpu THpeoToKCHKO3€, 00YCIOBIEHHOM aKTUBUPYIOIIEH MyTa-
nuel resa TSHR, anTuTena orcyTcTBYIOT. J[MarHo3 MoXeT ObITh MOATBEPKIEH
IIPU MOJIEKYJISIPHO-T€HETUYECKOM HCCIIEIOBAHNH.

Ha OKI" peructpupytorcsa Hecnenuuueckiue n3MEHEHUs: CUHYCOBasl Ta-
XUKapAusi, OCTPOKOHEUHBIN 3y0en P, BBICOKHI BOJNbTaX, YCKOPEHHE aTPUOBEH-
TPUKYJIIPHOM NPOBOJMMOCTH, HApYIIEHUS MPOLECCOB PENOIAPU3ALUU MHO-
kapaa. [Ipu OxoKI'-uccinenoBanuu kakux-indo crnenuduueckux CTPYKTYPHBIX
M3MEHEHHUI He BBIABIIAETCS, OOpamaeT Ha ce0s BHUMaHUE TMIIEPKUHETUYECKOE
coctostHue cepaua. 1lpu pazBuTum cepaedyHoOr HETOCTATOYHOCTH MEPBBIM CUM-
NTOMOM SIBJISIETCS] HAPYILIEHUE AUACTOJIMYECKON (PYHKIIMH JIEBOTO JKENy104Ka, B
IIOCJIEAYIOLIEM — paCIIUPEHUE IT0JIOCTEN CepALa.

Jleuenne. TupeoTOKCHKO3 HOBOPOIKACHHBIX JICUUTCS SHIOKPHHOIOTOM M
KapauonoroM. HasHavaroT cejaTuBHbBIEC IIpenaparthl, B-aapeHo0a0KaTopsl (TIpo-
npanosionl — 1o 0,25—0,75 mr/kr kaxaple 8 4), npemnaparsl ioja (pactBop Jlro-
rojis) — 1o 1 karuie 3 pasza B cyT u 0,5%-HbI pacTBOp Kayius Hoauaa — 1O
5 M 3 pa3a B cyT B TeueHue 7—10 nHei. HazHauaroT mpenapatsl, MOJaBIISIIO-
mue ¢yukauto DK: tmamazon — mo 0,5-1 mr/kr/cyt wim mponuiaTHoypa-
i — 1o 5—10 mr/kr/cyt 3a 3 npuema. [Ipu monoxxurenbHoM 3¢ dexTe yepes
24-36 4 103y MOCTENEHHO CHUXAIOT U MPOJOJKAIOT JIEYEHNUE 10 JOCTHKEHUS
YyTUPEOUAHOTO cocTosiHUSA. [Ipu pa3BUTHH CeplIeYHON HENOCTATOYHOCTH HA3HA-
JaroT AUrokcuH (mo3a HackimeHuss — 0,03—0,04 Mr/Kr BHyTpHUBEHHO B TCUCHHUE
24-36 4) WM NpyU HAJIMYUU UEHTPAIBLHOIO BEHO3HOTO JOCTYIA TUTPYIOT Aoma-
MuH. Kak npasuino, yxe cinyctst 7—10 nHeil reueHue npenaparamu Wojaa MOKET
OBITh MpPEKpaIIeHO, a J03bl MPOMPAHOJIOJIA M THPEOCTATUKOB YMEHBIIECHBI.
CuMITOMBI THPEOTOKCUKO3a UCUYE3AI0T MOJHOCTBIO K 6—12-i1 Hen. xu3Hu. [Ipn
THPEOTOKCHUKO3€ BeneacTBue myranuu resa TSHR neuenne tupeocratnkamu
MPOBOASAT JJIUTEIIBHO.
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BPOXXJIEHHBIE U IEPUHATAJIbHBIE 3ABOJIEBAHUS
MHAPAIIUTOBUJIHBIX KEJIE3

MopdopyHkuuoHaibHble 0CO0EHHOCTH NAPAIMMTOBUAHBIX KeJie3 y
IUI0Ia ¥ HOBOPOKAEHHOr0. [lapamuToBUIHbIE KEIE3bl PA3BUBAKOTCA U3 J0P-
CaJIbHBIX KOHIIOB 3—4 kabepHbIX OOPO3/I0K U pacroiaraloTcsi MOBEPXHOCTHO B
karcyse LK. AKTUBHOCTh MapaluTOBUIHBIX XKeJe3 Y 102 OOHAPYKUBACTCS
Ha 12—13-i Hex. recTanuu, OJHAKO MOCTYIJIEHUE MOHOB KaJlbI[Us 4epe3 Iuia-
1eHTy noaasisieT ux ¢Gyukuuu. [lapamuroBuaneie xene3sl cekpetupyroT [1TT,
KOTOpPBIM TOBBIIIAET YPOBEHb KalbIMsl B KPOBU U IMOHWXKAET peadcopOLuIo
dochopa. Kanpruronus, mpoayuupyeMbiil nepu(OUIUKYISIPHBIMU KIIETKaMU
2K, Be13piBaeT runokanbimemuto (antaronuct [1TT) u runmodocharemuro (cu-
Hepruct I[ITI'), ymensiiaer BcacsiBanue I1TI" u3 KuiieyHrnka M yCUIUMBAET €ro
BBIJICTICHUE TTOYKAMH.

BpoxkaeHHbIH runonapaTupeos

BpoxeHHbIH rumnonapaTtupeo3 MOKET ObITh HPOSBICHUEM aHOMAJIHUU
Ju JIKOpoKY Hapsy C THIOILIA3UEN WM aIjla3ue napaluTOBUIHBIX JKeEJles3,
MMMYHOAE(QUIIUTOM BCJIEACTBUE HEJOPA3BUTHUS WM AIIa3UM TUMYyCa U BpPOXK-
JIEHHOI'0 IIOpoKa cepaua. IIpuynMHONM BO3ZHMKHOBEHMUSA CHHAPOMA CUUTAIOT IIO-
BPEKJIECHHUE OJHOI0 WJIM HECKOJIBKMX I'€HOB, OTBETCTBEHHBIX 3a 3aKJIaJIKy COOT-
BETCTBYIOLIUX TVIOTOYHBIX KAPMAHOB.

M30MpoBaHHBIM  BpPOXICHHBIA TUIIONAPATUPEO3 BCTPEYACTCS PEKE.
[IpyunHamMu ero BOZHMKHOBEHHUS sBIstOTCA: AedekTsl reHa PTH, xonupytoie-
ro IITI'; aktuBupyromue myrauuu B reHe CASR, koaupyroomemM KaiablIUKiCEeH-
COPHBIN peuenTop.

TpaH3UTOPHBIN rMNONAPATHPEO3

3aboeBaHuE BCTPEUACTCS Y HOBOPOXKICHHBIX, MEPEHECIINX aCPUKCHIO,
POJIOBYIO TPaBMY WJIM OOMEHHOE NepeMBaHue KPOBH, a TaKXKe IPHU TUIlepHapa-
THUPEO03€ MATEPH, OHO CBSI3aHO C KPOBOM3JIMSIHUEM B NIAPAILUTOBH/IHBIE JKEJIE3bI.

Kinnuveckas kapTuHa. Y HOBOPOXJIECHHBIX OTMEYAIOT TPEMOP Mallb-
LIEB PYK M HOT, MOAOOPOJIKA, MOBEPXHOCTHOE JIbIXaHME, allHO?, LIMaHO3. Bo3-
MO>KHA MOTEPsI CO3HAHUS.

JMuarnocruka. ['unokansimemusi, runepdocdatemMuss 1 HU3KHE KOHICH-
tparuu [1TT moaTBepkaat0T quarHo3 3a00JeBaHMs.

Jledenne. B octpoM nepuojie HEOOX0IMMO HOPMATM30BATh KOHLIEHTPALIUIO
KaJblMsl B KPOBU IIyTEM BHYTPMBEHHOI'O BBEACHUS NPENapaToB KaJIbIIMsL:
0,3 mu/kr 10%-HOro pacTBOpa Kaliblids IJIFOKOHATa B TedeHue 5—10 MuH, 3ateM
nojyiep>kuBaromas goza — 0,2 mu/kr/cyt. BriocnencTBum OCHOBY Tepamuu Co-
CTaBJISIIOT akTHBHbIE (Popmbl BUTamuHa I anbQa-KaabIuaoil, KaIbIUTPUO (10
25—50 wmr/kr/cyT), ©HOTJAa B COUYETAHWM C Ha3HAUYEHHWEM KaJlbllds BHYTpPb (110
20 mr/kr/cyt). Koppekiuio mporpaMmbl JISYEHHUS OCYIIECTBIISIOT 0 YPOBHIO HO-
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HU3UPOBAHHOTO KaJIbLIMS B KPOBH, a TAKXKe MO €ro SKCKPELUr ¢ MOUYOU (TIpH ru-
MEePKATBLIMYPHUH CIEAYET YMEHBIIUTH /103y aHAJIOrOB BUTaMHUHA JI MU KaJbIIvsl).

BpoxaeHHbIH runepnapaTupeos

3aboneBaHue BcTpedaercs peako. Ero mpuuvHa — HHAKTUBUPYIOIIUE
nedextsl reHa CASR, KOTOPBIN KOAUPYET KaTIbLUHCEHCOPHBINA PELETITOP.

Tpan3uTOpHBII runepnapaTupeos

3aboneBaHue HAOMIOAETCA Y HOBOPOXKICHHBIX, MaT€pu KOTOPBIX Iepe-
HECJIH TSHKEITYH0 TE€CTAlMOHHYIO TUIIOKAJIbLIUEMUIO.

Kiaunuveckass kapTuHa. KnnHuyeckass cuMOToMaTuKa THIIEpKaIbIUe-
MHUHU Y HOBOPOXKJIEHHBIX CKyJHas. OTMEUalT IJIOXYI NpUOaBKy Macchl Tena,
3aropsl, PU OTCYTCTBUU JICUECHUS PA3BUBACTCS aHYpPHSL.

JuarHoctuka. JIMarHos cyYMTarOT MOATBEPKIACHHBIM MPU BBISBICHUU
NEPCUCTUPYIOIUX THUMNEpKAIbIIMEMUH, TunopocpareMuu, MpPU MOBBIILICHUN
ypoBHs IITT.

Jleyenne. Tepamnus HanmpaBieHa Ha CHM)KEHUE YPOBHSI KaJIbLIMsI B KPOBHU.
OrpaHuyuBalOT AIMMEHTApPHOE MOCTYIJICHUE KaJbLMs, MPOBOASIT BHYTPUBEH-
HYI0 MH(Y3UI0 U30TOHUYECKUX PAacCTBOPOB B COYETAHUU ¢ auypeTukamu. [Ipu
BPOKJIEHHOM THUIeprapatupeose, ooycioieHHOM nedexrom rea CASR, mo-
Ka3aHa TOTaJbHas MapaTUPEOUAIKTOMUS.

HEOHATAJIBHBIN CAXAPHbBINI IUABET

HeonatanbHblil caxapHblil 1uabeT — rpyIrmna peakuxX MeTadOJIMUecKuX 3a-
00J1eBaHUM, COMPOBOKAAIOIINXCS MOCTHATAILHOM MAaHKPEATUYECKOH [-KIeTOUHOM
TUCQYHKIMEH, 151 KOTOPhIX XapaKTePHO COYETAHWE TMIEPIIIMKEMHUHU U THUTIOWH-
cynmuHemuu. Yacrora Bcrpedaemoctu coctasisiet 1 : 300 000 — 1 : 400 000.

ITHOJIOTUSI M maToreHe3. Boiiensior 2 xkauHUYECKHEe (HOPMBI, KOTOPHIE
Pa3IUYAOT MO MPOJOJKUTEIILHOCTH HWHCYJIMHOTEPANUU TOciie MaHu(ecTauu:
tparzutopHbid HCJI (50-60 % cnyuaeB) u nepmanentasii HC/I (45 % cioyuaeB).

Tpanzutopnsiiit HCJ] cBs3piBatoT ¢ medekrom co3peBanus B-kimetok. [Ipu
ATOM KOHIEHTpallMs UHCYJIMHA B KPOBU MOXKET ObITh HOPMAJIbHOM, Ae(eKTHA pe-
aKIYs WHCYJISIPHOTO armapara Ha TUIEPriIMKeMuto. bolbIIMHCTBO citydaeB 3a00-
JIEBAHUSI HOCAT CIIOPAINYECKUIN XapaKTep, OAHAKO Y YaCTU MAIIUEHTOB BBISIBIISIOT
OTLIOBCKYIO M30JIUCOMHIO 10 XpOMOCOME 6 WJIM YaCTUYHYIO JYIUTMKAIUIO JIJTMH-
HOTO IIJIEYa XPOMOCOMBI 6. DTH JTaHHBIE, a TAK)KE OTMEUYCHHBIE Pa3IUUMs MEKIY
XapaKTepoM METUJIMpPOBaHHUs OTIOBCKOWM W matepuHckod JIHK B 3Toii obmacTtu
Te€HOMA IMO3BOJISIOT MPEANoiaaraTs, 4ro Tpan3suTopHblidi HC/I cBa3aH ¢ HapylieHu-
€M UMIIPUHTHHTA OJTHOTO WJIM HECKOJIbKUX T€HOB Ha XpomMocoMe 6q24.

Takum o6pazom, stuonorus Tpansutopnoro HCJI Bxirouaer:

1. AHOManuu ydacTka XpoOMOCOMBI 6Q:

— OTIIOBCKHE TyOIMKaIuy;

— OTIIOBCKAasl U30JJUCOMUSI;
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— nedexr JHK-meTunupoBanus.

2. ABCCS8 (SUR1) u KCNIJ11 (Kir6.2) MmyTanuu.

ITepmanenTtHeiii HC/[ Bo3HMKaeT pexe, yeM TpaH3UTOpHbIM. Cpenau Ha-
CJIEICTBEHHBIX (DAKTOPOB, MPUBOIANIMX K pa3BuTui0 nepmaHeHTHoro HCJI,
onucanbl nedeKTsl ciaeayromux reHos: IPF-1 (kogupyer dhakTop HHCYIMHOBOTO
npomoytepa 1), GC (rmokokunaza), FQXP3 (ckypdun), EIF2AK3 (mankpea-
TUYEeCKasg KHHA3a 3YKAPUOTHYECKOTO (paKTopa MHULMALMH TPAHCISLUU 2) U
KCNJI11 (cybbenunuiia skcmnpeccupyemMoro Ha moBepxHocTu [-kietku ATO-
3aBUCUMOTI0 KaJqueBOro kaHaua). Cpenu CUHAPOMOB C HEYTOYHEHHOU I'€HETH-
YECKOM 3THOJIOTHEH HAOII0IAl0TCsl CeMEMHbIe CIydau COYeTaHUsl TEepPMaHEHT-
Horo HC/I ¢ rerpanon ®amno, ¢ runomnsiasues Mo3Keduka, ciiydau IIEpMaHEHT-
Horo HCJl B coueraHnmu ¢ MHUTOXOHAPHUAIBHBIMU HapyleHHsMU. Onuca”o
pa3BuTue ayroummyHHoro nepmaneHtHoro HCJI y peGeHnka oT marepu, mepe-
HECHIEeH SHTEPOBUPYCHYIO HHPEKLHIO B KOHIIE | TpumecTpa OepeMeHHOCTH.

Takum obpazom, strosiorust nepmanentTHoro HCJI BkitovaerT:

1. T'ereposurotnyro aktupanuio mytanuii B KCNJ11 u ABCCS8 renax
(SURI n Kir6.2 cyobequannax nankpeatnaeckoro Ky,¢-kanana).

2. IPEX-cunapom.

3. MuToxoHApUanbHbIe 3a00JIEBAHMUS.

4. BolpaxkeHHYI0 THUIOIUIA3UI0 (AreHEe3U0) TOJKETYJOUHON IKeje3bl,
cBs3annyto ¢ [PF-1(PDX1) myTtanueii.

5. [OMO3UTrOTHBIE MYTallMU TJIFOKOKMHA3bl — HEYYBCTBUTEIBHOCTh K
TIFOKO3€.

6. Cunapom Yonkorra—Panmicona (Wolcott—Rallison), cBsizanHbI:

— canuduzapHoi AUCIIIa3UeH;

— TUIIOTUPEO30M, BPOKJIEHHOHN TIIayKOMOM, (pruOpo3oM nedyeHu, naroio-
ruei nouek u myranuet GLIS3;

— DBHTEPOBUPYCHON MH(DEKIUEH;

— TunoIJiasuen Mmo3xeuka u myranuein RTFIA.

Kannnueckass kaprtuna. Eciu CJ] He BXOIUT B COCTaB KakOro-JIu0O
CUHApPOMA, B Mepruoa MaHudecTauu 3a00JeBaHus KIMHUYECKH TPAaH3UTOPHBIN
u nniepmaneHTeii HCJI Tpy1HO pa3induMsl.

[Ipu tpanzutopuom HCJI 00bIYHO POMCXOIUT BHYTPUYTPOOHOE 3aMe/I-
neHue (HU3MUECKOro Pa3BUTHS, JE€TH MMEIOT HU3KYI0 Maccy Tella JJisi CBOETO
reCTallMOHHOr0 Bo3pacTa (Huxke 3 mepueHTuiel). ['uneprioukemus, TIIIOKO3y-
pUs U B HEKOTOPBIX ciydyasix 00€3BOKMBAHME BO3HMKAIOT IOCIE POXKICHUS.
WNHorzma oTMe4aroT MeTabOJIMYECKUN alM103 U OYEHb PEJIKO KETOHYPHIO U Ke-
ToHeMUI0. CTeneHp TUNEePrIMKEMUN pa3indHa. KoMaTo3HbIE COCTOSIHUS HE Xa-
PAKTEpHBI, YTO OOBICHSIIOT OCOOEHHOCTBIO OOMEHHBIX IPOLIECCOB HOBOPOXK-
JICHHBIX, @ TAK)K€ aHTUKETOT€HHBIM 3(P(HEKTOM Upe3MEpHON TMIEPIIIMKEMUN U
TspKeIou aeruaparanuu. UHcynuHoTepanus Heo0X0JuMa BCEM MALMEHTaM sl
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CTaOMJIM3allMM COCTOSIHUS, MPEKpAIeHUs 00€3BOKUBAHUSA, CHUKEHUS TIIUKE-
MHH, YBEJIMUYCHHS MACCHI TENA.

VY OosbIIMHCTBA JETEH pa3BUTHE PEMUCCUU IMPOUCXOJUT B IEPBbIC
6—12 mec. xu3HHU, KOTJa BO3HUKAIOT THUIOTJIMKEMUN C TOCTENIEHHBIM CHUXKEHU-
€M NOTPEOHOCTH B MHCYJIMHE M HACTyNaeT CIOHTAHHOE BbI3poposieHue. llpu
JTOM peaKlysi UHCYJHMHA HA CTUMYJIATOPBI €T0 CEKPELUU PUXOIUT B HOPMY. Y
yacTh OOJbHBIX HAOIIOAAIOT MEPCUCTUPYIOIIEE HAapyLIEHHE TOJIEPAHTHOCTH K
rioko3e. B nanpHeliemM Bo3MOKeH BO3BpaT 3a00JIeBaHuUs, Yallle B TIOJPOCTKO-
BOM BO3pacTe WJIM BO B3pOCIOM COCTOSHUH. PenmauBupyer 0ojie3Hb OOBIUHO
HEayTOMMMYHHBIM THUIIOM Aua0era. HesicHo, cBA3aHO 3TO ¢ ne(UIUTOM HHCY-
JIMHA WU C NHCYJIMHOPE3UCTEHTHOCTBIO.

[Tpu nepmanentHom HCJI HECKONBKO pexke OTMEUAIOT BHYTPUYTPOOHYIO
3az1ep KKy pocta. [Iomumo 3TOTO0, Y 4acT OOJBHBIX 3a00JIEBaHUE BXOAUT B CO-
CTaB CHUHJpOMaJIbHbIX HapyweHuid. Tak, nedextsl reHa FOXR3 mpuBoasir k
Pa3BUTHIO CHUHAPOMA X-CUEIUIEHHOW UMMYHOIUCPETYJISALMNH, MMOIUIHIOKPHUHO-
natuu u 3HTeponatuu (IPEX-cunnpom). Ilpu ganHOM cuHIpoMeE, BO3HHUKaIO-
LIEM Y MAJIBUYHUKOB, KpoMe CJ BBIABIIAIOT DK3E€MY, TSDKEILYIO XPOHHUYECKYIO THA-
peto ¢ arpoduell PECHUTUATOrO HSIUTEIHUS, TEMOJUTUYECKYIO aHEMHUIO,
TPOMOOLIUTONIEHUIO U AyTOMMMYHHBIN TUpeouaAUT. MHOrHe 60JIbHBIE YMUPAIOT
Ha TIEPBOM T'OJy JKU3HU OT Tshkesoro cerncuca. Jlepexrsl rena EIF2AK3 nexar
B OCHOBE pa3BUTHs cuHApoma Y onkorta—Pammcona (Wolcott—Rallison) — ay-
TOCOMHO-peIiecCUBHOIr0 3a0osieBanus, nporekatomiero ¢ CJI, cnonaunosnudu-
3apHOM JUCIUIA3UEH, renaTOMErajnei, yMCTBEHHOM OTCTAIIOCTBhIO U IOYEYHOU
HEJIOCTaTOYHOCTBIO.

JAu¢ppepeHunaNbHBIA AUATHO3 MPOBOAAT C TPAaH3UTOPHOM THIIEPIIIH-
KeMHUEH U TIIIOKO3ypHuel BCIIeACTBUE MH(DY3MOHHOW Tepanuu pacTBOPaMU TJIIO-
Ko3bl. ['unepriaukemMusi Moxxket pa3ButThes npu nopaxenun [[HC (6azanbHbIN
MEHUHTUT, SHIEPATNUT), BHYTPUYTPOOHBIX MHPEKUUsIX. [ TI0K03ypHst mpu HOP-
MaJIbBHOM COZEP>KaHUU TIJIFOKO3bl B CBIBOPOTKE KPOBH Yallle CBUJIETEIILCTBYET O
OYEYHOM Aualere, B TOM 4YucCie U TpaH3UTOpHOM. Taxke Tpedyercs audde-
pEHIMANIbHAS JUArHOCTHKA C KUIIEYHBIMU MH(EKIUSAMH, CUHIPOMOM Majbal-
COpOLMH, XUPYPIUUECKOM MAaTOJIOIMeN OpraHoB OPIOIIHOM MOJIOCTH.

Jleuenue. IIpu tpanzuropunom HCJI neueOHbIe MEPONPUATHS aHAJIOTHY-
HBI TAKOBBIM IIPH TUIIEPIIIMKEMUH.

B cnyuae nepmanentHoro HCJJ yaiiie Bcero oCHOBA JICUCHUSI — UHCYJIU-
HOTEpanus, KOTopas IO3BOJSIET JOOUTHCS YIOBIETBOPUTENBbHOM NpHOaBKU
Macchbl Teja U pocTa y JeTed ¢ 3aJep>KKOl BHYTpHUyTpoOHoro passutus. Ilpu
HC/I HeoOxoauMBbl BBICOKOKATIOPUITHOE MUTAaHUE W MHCYJIMHOTEepamnus. Pexum
MHCYJIMHOTEpAaNuu MOAOUPAIOT UHAMBUAYAJIBHO C YYETOM TSKECTH T'MIIEPIIIH-
KEMUU U YyBCTBUTEIBHOCTU K MHCYJIMHY. Vcnonb3yroT npenapaTsl NpOIOHTH-
POBaHHOIO U KOPOTKOT'O JIEUCTBHSI, CUCTEMbI HEMPEPHIBHOW MOAKOXHOU UH(Y-
3MM HMHCYJWHA (MHCYJMHOBbIE mommbl). [IpruMeHeHne mnocieqHux MO3BOJISET
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NO0OUTHCS PABHOMEPHOT'O PACTPENCICHHS MalbIX 03 UHCYJIMHA B T€YEHUE CY-
Tok. Ha mepBoMm »Tame jedeHus] MCHONb3YIOT MHCYJIUH KOPOTKOTO JEHCTBHUS
(axktpanmun HM, uncynun C) B no3e 0,05—0,1 EJI/kr/4. B 3aBUCUMOCTH OT T$-
KECTHU COCTOSIHUS Tpernapar BBOAST BHYTPUBEHHO MHMKPOCTPYWHO Ha MUHH-
manbHOM KonudectBe 0,9%-Horo ¢usmonorudeckoro pactsopa (0,05—0,1 mur)
WIH MOAKOXHO Kaxble 1—4 4. CyTouHyt0 03y MOAOUPAIOT, 1OOUBAsCH IIeJie-
BOT'O YPOBHS IJTFOKO3bI KpOBU B 1uana3zone ot 3,5 1o 10—12 mmons/n. CyTtouHas
no3a uHCyimHa 00brdHO cocraBmsier 0,5—1,4 EJl/kr. B mocnenyromue CyTku
KU3HU TIOCJIE Havalla UHCYJWHOTEPANUH MEPEXOIAT Ha MOJKOKHbIE HHBEKIUU
MHCYJIMHA CPEIHEN MPOJOIKUTEIBHOCTH NEUCTBUA (XyMyiauH N, MOHOTapna
HM, nporadan HM) B cyrounoii noze 1,0—1,5 EJl/xr B 2—4 unbexuusax. [Ipu
HKCUKO3€ MH(Y3NOHHYIO TEPAMUIO MPOBOIAT 5%-HBIM PACTBOPOM TITFOKO3BI.

[Tpu ayrommmynnom nepmanentHom HCJI BcienctBue nedekToB reHa
FOXR3 npuMeHSIOT OUTOCTATUKH W IMPOBOAAT IEPECaTKy KOCTHOTO MO3Ta.
ITpu nepmanentoom HCJI, BeizBanHOM myTanusimu rena KCNJ11, Bmecto un-
CyJIMHA MO>KHO MCIIOJIb30BaTh Mpenapathl CyJb()OHUIMOUEBUHBI.

I'MIOIEPUHCYJIUHU3ZM

Coctosinue 00yCIOBIIEHO HEAJeKBATHOW CEKperueil WHCylInHa [-KIeT-
KaMH [OJDKEITYJOYHOM jKeJie3bl HOBOPOKIEHHOTO.

Kanaccudpukanus. ['MnepuHCyIMHU3M MOKET MMETh TPAH3UTOPHBIA H
[IEPCUCTUPYIOIIUI XapakTep. TpaH3UTOPHBIN TMIIEPUHCYIIMHU3M BCTPEUYACTCA Y
NETEN, POXKICHHBIX MarepsimMu ¢ HekomneHcupoBaHHbIM C/I. IlpuuumHa rume-
PUHCYJIMHU3MA — KOMIIEHCATOpHAsl THUIepIuia3us B-KIETOK MOJHKeyJ0YHON
JKeJIe3pl IUI0Ja, KOTOPasi BOZHUKAET BCIEACTBUE TUIIEpIrIIMKeMun y Marepu. ['u-
NEPUHCYJIMHU3M JIEKUT B OCHOBE TPAH3UTOPHOM I'MIIOTIIMKEMHH, OTMEYAEMOU Y
HOBOPOXAECHHBIX C pe3yC-KOHPIUKTOM. OTAENbHYIO IPYIILy NPEACTaBISAIOT CO-
0oli HOBOpOXKJIeHHbIe ¢ cuHApoMoM bexBura-Bunemana (nmpui. 1). ['unepun-
CYJMHEMHYECKasi TUMOMIMKEMHUs TIPU 3TOM 3a00JIeBaHUM MPOJOJKAaeTcs 10 2
HEJl. )KU3HHM, a B psijie ciiydaeB u Oosee.

JTHoN0orusg. B OCHOBE NEPCUCTHPYIONIEN TMIEPUHCYJIMHEMHUYECKON TH-
MOIIMKEMHUN HOBOPOKICHHBIX JIEKAT BPOXKIECHHbIE HAPYLIECHHUS PETYJSILMUA CEK-
peLMH HMHCYJMHA, [P KOTOPBIX €ro BBICBOOOXKACHUE [B-KJIETKAaMH HPOUCXOIUT
OECKOHTPOJIHO, HE3aBUCUMO OT YPOBHS INIMKEMUH. Boiaemstor ¢pokanbHyo Gop-
My, TIPU KOTOPOW KJIOHAJIbHOMY MEPEPOKACHUIO U THUIEPIUIA3UU TOJBEpKEHA
TOJIKO YacCTh MHCYJSIpHOro anmapata. [Ipy gaHHOM BapuaHTe B MATOJIOIMUYECKU
M3MEHEHHBIX KJIETKaX BBISBIISIIOT COMATHYECKYI0 MyTauuio — aenenuto 11plS.
CymectBytoT etie uetbipe 1ud¢y3Hbie GopMbl NEPCUCTUPYIOLIEH THIIEPUHCYIIU-
HEMHWUYECKOW TMITOTTIMKEMUY HOBOPOXICHHBIX, IBE€ U3 KOTOPBIX UMEIOT ayTOCOM-
HO-perieccuBHbIM TN HacieaoBanus (aedextsl reHoB SUR1 u KCNIJ11, koau-
PYIOUIMX CYOBEIUHHUIBI SKCIPECCUPYEMOro Ha MOBEpXHOCTH [-kieTku ATO-
3aBHCHMMOI0 KaJIMEBOI'O KaHAJIa), U JIB€ — ayTOCOMHO-IOMMHAHTHBINA THIT Haclle-
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nosanus (nedextsl reHoB GLUDI u GK, koaupyomux GepMeHTsl riiyTamar/ie-
TUPOTEHA3bl U TIIOKOKUHA3BI). [IpHHATHIN paHee A ONMMCaHUs MEePCUCTHPYIO-
e TUTIEPUHCYTUHEMHYECKOW THUTTOTIIMKEMHHA HOBOPOXKJICHHBIX TEPMUH «HE3H-
JM00JIaCTO3» B HACTOSIIEE BPEMs HE MPUMEHSIOT, T. K. OKa3aJI0Ch, YTO TUIHYHAS
JUIs TIoclieHero kapTuHa nuddy3Hoit nponudepainu 0CTPOBKOBBIX KJIETOK B BHU-
JIe TpO3/bEB Hecnel(puyuHa, OHa MOYKET BOZHUKATh B HOPME.

BcerpeuaemocTh mepcUCTHpYIONIEH TUNEPUHCYJIMHEMUYECKONW TUIOTIIHU-
KeMHH HOBOPOXJICHHBIX B 0OOIIEH MOMmymisiuu coctaBisieT okoio 1 :40 000 —
1:50 000.

IIaTorene3. OcoOeHHOCTH TaTOreHe3a 000 GOpMBI THIIEPUHCYITUHU3-
Ma — OTCYTCTBHE KOMIIEHCATOPHOW aKTHBAIIMU TIIIOKOHEOT€He3a MM KeTore-
HE3a, YTO UMEET MECTO MPHU APYTUX BapUAHTAX THIOTJIMKEMUHU, TTPOTEKAIOIITIX
Ha ()OHE HU3KOTO YPOBHS MHCYIWHA. HU3KW ypOBEHb KETOHOBBIX TEl (B HOpME
KJIETKM MO3Tra HMCHOJB3YIOT UX TMPU CHIKEHUH YPOBHS TJIIOKO3BI B KayeCTBE
JIbTEPHATUBHOIO SHEPTETUYECKOro CyOCTpaTa) — OJIMH U3 KJIIOYEBBIX (HaKTO-
POB, ONPEACISIONINX THKECTh KIMHUYECKUX MPOSBICHUN THUIIOTJIMKEMUU TIPH
TUIIEPUHCYTUHU3ME.

Kinnnyeckas kapruna. BHe 3aBUCHMOCTH OT MpUYMHBI 3a00JI€BaHUS
JUISL IeTeld ¢ BPOKJICHHBIM TUIIEPUHCYJIMHU3MOM XapaKTepHbI BBICOKHE BECO-
POCTOBBIE TMOKa3aTeNH (MPOSBICHUE MPEHATAIHLHOTO WM30bITKA MHCYJWHA, BbI-
nonHsronero Gyukmnuio pakropa pocta). OTHAKO STOT MPU3HAK HE A0COJIOTEH,
y 4acTH JAeTel C TMIEepUHCYIMHU3MOM (OCOOEHHO HEIOHOILIEHHBIX) MaKpOCO-
MHUU MOXKET U HE OBITh.

IIpn cunppome bexButa—BuaemManHa NmOMMMO MAaKpOCOMHUM OTMEYArOT
MaKpOTrJIOCCuIo, Ne(eKThl MepeaHell OPIOIIHON CTEHKH, XapaKTepHble OOPO3AKU
Ha MOYKE yXa, COCYAHMCThIC HEBYCHI Ha JIUIIE, OIyXOJIH, IIOPOKU Pa3BUTHUS TOYECK.

['unornukeMuss MOKET HE UMETh CHEIU(UUSCKON CHMITOMATHKU Y HO-
BOPOXKJICHHBIX, & MPOSIBISITHCS MPUCTYTIAMU [IMAHO3a, AlTHOD, OJBIIIKH, OTKa30M
OT €JIbl, TUIIOTEPMHUEH, SMMM30/IaMH MBITIICYHON TUITIOTOHUH, MUOKJIOHUYECKUMU
MOJIEPTUBAHUSIMU U COHJIIMBOCTBIO. B TSkKENbIX ClydasiX BO3MOKHBI CYJIOPOTH.

YeTkre OMOXUMHYECKHE KPUTEPUU TUMOTIUKEMHUH Y HOBOPOKIECHHBIX
OTCYTCTBYIOT. HuxHel rpanuiieil HOpMbl KOHIIEHTPAILIMHU TIIOKO3bl B KPOBHU
cuutaroT 2,2 Mmoib/l (40 Mr/mi1), MOBTOPHOE CHHKEHHE TJIUKEMHUU MEHee
2,6 MMOJIB/TT TpeOYEeT TMHAMUYECKOTO HAOIIOICHUS U UCKIIOUEHUS TUTICPUH-
cynuHu3Ma. OmnpesieeHHOe JUarHOCTHYEeCKOe 3HAaUeHUE UMEeT BBhICOKas IO-
TpeOHOCTH B ITI0K03€. [Ipu runepuHCcyIMHU3ME JJIs OI/IEPIKAHUS TITUKEMUU
BbIIIIe 2,6 MMOJIB/JT HEOOXOAMMO BBEICHHUE TIIOKO3BI CO CKOPOCTHIO Ooiee
6—8 MTI/KT/MUH.

Juarno3. [[ns moATBEpKIeHUS NUAarHO3a B MOMEHT THUIOTJIUKEMHUH He-
00XO0JMMO OIpEeAeTUTh KOHIeHTpanutio C-nenTuaa u HHCyIuHa (IpHU TUIIePUH-
CYJIMHHU3ME COJIep’KaHre MOBBIIICHO WM B MpeJesiax HOPMAIbHBIX 3HAUCHUH).
B onpeneneHHbIX CUTyalMsIX BO3MOXKHO MPOBEAEHUE MOATBEPKAAIONIEH MOJIe-
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KYJISIPHO-T€HETUYECKON TUAarHOCTUKH, HAIIPaBJIEHHOIN HA BbIsIBJIEHUE AE(PEKTOB
B renax SURI, Kir6.2, GLUDI1 u GK.

JAu¢ppepeHunanbHbIii AUardo3. Yacrora BCTpEYaeMOCTH TMIOTJIMKE-
Muu (YpOBEHb TJIIOKO3bl MEHEEe 2,6 MMOJIB/I) Y HOBOPOXKJIEHHBIX AETEH ¢ pas-
JMYHOM MmaTosioruel npeacrasieHa B Tadi. 9.

Tabnuya 9

YacroTa runorJIuKeMuii y HOBOPOKI€HHBIX NP Pa3JINYHON MATOJIOTHH
(Graham J. Reynolds, 2000)

Cpennuii ypo- Meauana, JImana3on ko- KosmnuecTBoO
pymmst aereid n BEHb IIIOKO3bI, MMOJIB/JI Jiedanui, JeTei ¢ ypoB-
MMOJIb/J MMOJIb/J HEM TJII0KO3bI
< 2,6 MMOJIB/JT
[lepenecme  ac- | 76 3,07 (0,51) 2,90 1,7-4,4 9 (11,8 %)
(buKCcHIO
Jletu ¢ cencucom 15 3,13 (0,47) 3,1 2,542 1 (6,6 %)
Hdetu c¢ pomosoii | 4 2,82 (0,5) 2,85 2,3-3,9 0
TpaBMOM
Jetn ¢ momummre- | 2 3,0 3,0 2,9-31 0
MHUYECKUM CUH-
JpPOMOM
Poxnenusie ot Ma- | 15 2,88 (0,41) 2,8 1,7-3,5 3 (20 %)
tepen ¢ C/{

Jlevenne. HOBOpOXKIEHHBIM MOCTOSHHO BHYTPMBEHHO BBOJSIT PACTBOP
[JIFOKO3BI B IEJISIX TOAJICpKaHUs TIIMKeMUH B TipeAenax 2,6—3,5 mmodb/i. MHo-
r71a Ipv NEPCUCTUPYIOLIEH TMIIEPUHCYIMHEMUYECKOW THIOIIMKEMUU HOBOPO-
KJICHHBIX CKOPOCTh BBEICHHMSI TTIIOKO3BI MpeBbIaeT 20 Mr/Kr/MuH.

[IpenaparoM BbIOOpa MpHU JEUEHUH HOBOPOXKJEHHBIX CUUTAIOT JAHA3OK-
cull, oauH u3 3pPexToB KoTOporo — axruBanus ATD-3aBUCUMBIX KaJIHEBBIX
kaHanoB. [Ipemapat HazHayaroT BHYTph B j03¢ 10—20 mr/kr/cyT B 3 mpuema.
BenenctBuu Toro, uro Ha (oHe JeueHHUs AMA30KCHIOM BO3MOXKHA 3aJI€piKKa
KHUJKOCTH, Ipernapar NPUMEHSIOT COBMECTHO C TMAPOXJIOPOTHA3UAOM B J103€
7—10 mxkr/kr/cyT. Ilpu HemocTtaTouHOW 3(PHEKTUBHOCTH JEUEHHUS HA3HAYAIOT
aHAJIOI COMATOCTAaTUHA — OKTPEOTH[I, KOTOPBII BBOAST BHYTPUBEHHO Karlellb-
HO WJIM TIOAKOXHO B 1103¢ 5—20 MKr/Kr/cyT. UyBCTBUTEIBLHOCTH JIETEH C TIEPCH-
CTUPYIOIIEN THIEPUHCYJIUHEMAYECKOW TUITOTJIMKEMUEN HOBOPOKICHHBIX K Me-
JUKaMEHTO3HOW Tepanuu BapbUPYETCS OT OYEHb XOPOILE YyBCTBUTEIBLHOCTH,
00eceynBaroIIel BbICOKYIO KIMHMYECKYIO 3()(PEKTUBHOCTD, O MOJIHON pe3u-
CTEHTHOCTH K JI€KapCTBEHHbIM cpeacTBaM. IIpu HesddexTuBHOCTH JeKapcCT-
BEHHON Tepanuu IO0Ka3aHO paHHEE MPOBEJICHUE Olepanud — CyOTOTanbHOU
PE3EKLNH MOJKETYA0UYHOM KEIE3bI.

26



BPOXXJIEHHBIE U IEPUHATAJBHBIE BOJIE3HU
HAJITIOYEYHUKOB

MopdopyHkunoHaabHbIe 0COOCHHOCTH HAANMOYEYHMKOB Yy INIOAA H
HOBOPOK/AeHHOro. Hannoueunuku y mioga ¢gopmupyrores Ha 40-e CyT BHyTpu-
YTPOOHOTO pa3BUTHsA, Ha 8—9-i1 HeA. recTauuy B KJIETKax (peTalbHBbIX HAIIo4ey-
HUKOB MOSBIIAIOTCA TpaHyJibl cekpera. Kopa HaallO4eYyHUKOB IJI0Ja ONPEEsieT
aJIaNTalyi0 HOBOPOXKICHHOTO B IIEPBBIE CYTKH JKHU3HM, a B ITOCIECLYIOIIEM — OT-
BET OpraHr3Ma peOeHKa Ha BaKIMHAIMIO0, WH(EKIUH, ONepaTUBHbIE BMEIIATEIIb-
ctBa. Kopa HaII0O4eYHUKOB UMEET TPU 30HBI, KOTOPBIE NPOAYLUPYIOT Pa3INYHbIC
CTEpOHUIHBIE TOPMOHBI C Pa3HbIMH pPETyJATOPHBIMA MeXaHu3MaMu (puc. 3,
tabs. 10). Hapyxnas (ki1yOO4koBas) 30Ha CEKPETUPYET MUHEPATIOKOPTUKOMUIbI
10J1 KOHTPOJIEM PEHUH-AHTMOTEH3MHOBOW CUCTEMBI, CpeHss (ITy4KoBasi) — Kop-
tu3oi nox koutposneM AKTI, BHyTpeHHsis (ceTuaTasi) — NpeAlIeCTBEHHUKOB aH-
JPOT€HOB, JETUAPOIIHAHAPOCTEPOH U €r0 CyJb(aTUPOBAHHOE IPOU3BOIHOE.
Mo3roBoil €l0M HaJIIOYEYHHKOB MMEET HKTOJIEPMAIbHOE MPOMCXOXKACHUE, OH
CUHTE3UPYET U CEKPETUPYET KaTeX0JIaMUHBI, B OCHOBHOM ajipeHasiuH (80 %).

KnyGoukopas

Kopa
Li’!yql{usan 80-90%

CetuaTtan

Moarosoi cnont — 10-20%

mﬂpﬂrﬂHhi

Koptuaon KarexonamuHbl

AnbOooCTEpOH

Puc. 3. CTpoenne Hamo4YeYHUKOB

Tabauya 10
DyHKIMOHAIbHOE pa3/iesieHHe KOPbl HAANM04YeYHUKOB HA 30HbI
3ona OcHoBHas cekpeuusi MexaHusm KOHTPOJIsA
KnyGoukoBast | AnbJOCTEpOH (MHUHEPATOKOPTUKOMT) PeHNH-aHTHOTEeH3UH
[IyukoBas Koptuzon (rimoKoKopTUKOUN) AKTT
Ceruaras JlernaposnuanipoctepoH (npeamectseHHuk aH- | AKTI(?)
JIPOTEHOB)

[Tocne poioB MO KOJUYECTBY KOPTU30JI MpeodiagaeT Hajl KOPTU30HOM.
CHuxaercs coJiepKaHue JErHIpO3NMHAHIPOCTEPOHA U IETUAPOINTUAHIPOCTEPO-
Ha cyib(aTa BCIEACTBUE MHBOJIONUU (ETANBbHON KOpHI Haanouye4HUKOB. Cek-
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perust KopTH3oia coctaBisier 10—30 Mr/cyt (7,5 Mr/mM”) U HOTYHHSCTCS LIUPKa-
JMaHHOMY PUTMY C MAaKCUMaJIbHOM KOHIICHTpPALKE TOPMOHA B KPOBU MEXAY 6
1 8 4 U MUHUMaJIbHOU — Mexay 18 u 20 u (BeuepHU ypoBEHb KOPTH30Ja B
mia3Me KpoBH B 2 U Oojiee pa3 HUXKE, 4yeM yTpeHHui). dopmupoBaHue purma
IPOUCXOJIUT B MEPUOJT HOBOPOKIEHHOCTH U 3aBUCUT OT peXUMa CHa U OOJpCT-
BoBaHMSA. CyTOUHAs CEKpelurs ajabJOCTEPOHA ITPU HOPMAJIBHOM COJIEBOM PEKH-
Mme coctaBisger 50—250 MKr, oHa WMeeT CIa0OBBIPAKCHHBIM HHUPKATUAHHBINA
PUTM, CUHXPOHU3UPOBAHHBIN C puTMOM KopTuzoia. OmHako 6osiee 3HAYMMBIM
(hakTOpOM, BIMSIIONIUM HA CKOPOCTh CEKPEIMH aJIbJIOCTEPOHA, SBISETCS IOJI0-
YKEHHME Teja B MPOCTPAHCTBE: B OPTOCTATUYECKOM IIOJIOKEHUU €r0 YPOBEHH B
masme B 1,5—2 pasa Bbliie, 4eM B TOPU30HTAIBHOM.

XonectepuH
StAR
CYP1A CYP17
(omusenneHue CYP17 (C17-20-nuasa)
Gokoeod uenu)~y  (17-2udpoxcunasa 17a-0OH- ) r2A
lNperHeHonoH NPEerHeHonoH SULT2A1
3B-HSD 2 3B-HSD 2 l (cynegpomparcepepasa)
v
HporecTepOH—._.)”“'GH' C3 AroA-
nporecTepoH cynbdpat
Cyp21 CYP21
(2 WU@POWWHH& (21-2udpoxcunasa) 21CH,0H
[le30KCHKOPTUKOCTEPOH NesokcukopTuaon (I;-_—g
CYP11B2 CYP11B1 ~OH
(cunmasa (11p-2udpowcuna3a)
ansdocmepona)
n3 Koptwaon
KoptukoctepoH
CYP11B2 21CHo0H I{OPTHEOH
(cunmasa ﬁ é 4
ansdocmepoHa =
Aosa) HO 18cH 0”
K3 AnbgocTepoH
CHy
Anspoctepor
0%

Puc. 4. Ilytu creponioreHesa B KOpe HallOYEYHUKOB:
[13 — nyuxoBas 30Ha, K3 — kiny6oukoBas 30Ha, C3 — ceTuaTtas 30Ha

EnuHCcTBEHHBIM CyOCTpaToM AJisi OMOCHHTE3a CTEPOUIHBIX TOPMOHOB HA/I-
MOYEYHHUKOB fABIIsAETCS XonecTepuH (puc. 4). OH CUHTE3UPYETCsl B HE3HAUUTEb-
HOM KOJIMYECTBE B KOpPE HAANOYEYHUKOB M3 aleTHiIKo3H3uMa A. [Ipenmymiect-
BEHHO XOJIECTEPUH IIOCTYIIAET W3 KPOBU YEPE3 CHEUUAIBHBIE PELEHTOPHI
M1a3MaTHYeCKONH MEMOpaHbl, KOTOPHIE CBSA3BIBAIOT JIUTIONPOTEUHBI HU3KOW U BbI-
COKOM MIOTHOCTU. CBSI3aHHBIA C JUIONPOTEMHAMHU XOJIECTEPUH IOMANaeT B
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KJIETKY, 3CTepU(ULUMPYETCS U XPAHUTCS B HUTOIIA3MaTHYECKUX Bakyosisix. [Ipu
crumyssinun AKTI ycunuBaercst npeBpaiienue 3(pupoB X0JIecTeprHa B CBOOO/-
HBIW XOJIECTEPUH, KOTOPBIA MOYKET BCTYIIATh B MPOLIECC CTEPOUIOTECHESA.

OCHOBHBIM yCJIOBUEM OMOCHUHTE3a CTEPOUJIOB SIBIIAETCS TPAHCIOPTUPOB-
Ka XO0JIECTepUHA OT BHEIIHEW K BHYTpEHHEH MeMOpaHe MUTOXOHPH, T]ie Mpo-
UCXOJUT OTUICIUICHHE ero OOoKOoBOM menu. JlaHHBIM Mpolecc OCYIECTBISETCS
CTEpOUJOTEHHBIM OesikoM ObicTpoi peryisinuu (StAR), cuHTE3 KOTOpOro CTH-
MYJIUPYETCS B TEYEHHUE HECKOIBKUX MUHYT nocie Bo3aeiictBust AKTT .

B cuHTE3€ KOPTHUKOCTEPOHUJIHBIX TOPMOHOB INPUHUMAKOT y4dacTHE He-
CKOJIBKO (PEPMEHTATUBHBIX CHCTEM. TpH NEepBOHAYAJIbHBIX DH3UMHBIX IPO-
Hecca SIBJISIIOTCS OOIIMMU JJI HAANOYEYHUKOB M TOHAJ M PEATU3YyIOTCs 3a
cuet pepmentoB 20,22-xonmecTepoi-necMonassl, 17-ruapokcunasbl, 17,20-mmas3sl
u 3B-HSD. Tpu ¢epmeHTHBIE CHUCTEMBI HEOOXOIMMBI JJII KOHEYHOIO 3Tana
OMoCHHTE3a KOPTH30Jia U anpaocTepona (21-ruapokcunasa, 11B-ruapokcunasa,
aJbJIOCTEPOH-CUHTETA3a), OHU UMEIOTCS TOJIbKO B HAJIMOYEUHUKaX. J(Ba 3H3MMa
(Sa-penykrasza u apomarasa) ACHCTBYIOT B TOHAJIax U MepUPEepuIECKUX TKAHIX,
MpeBpallasi TECTOCTEPOH B aKTHUBHYIO (OpMy (IUTHAPOTECTOCTEPOH) U CHUHTE-
3UPYS ICTPOTCHBI.

BonapmuHCTBO  (PEepMEHTOB  ABIAIOTCS WieHaMH LUTOXpoMm P450-
3aBUCUMOI TPYyNIbl OKCHJIA3, KOTOPBIE, COIJIACHO MPHUHATOM HOMEHKIJIATYpE,
obo3Hauarotrcs «CYP» ¢ mocieayromum MOpsiIKOBEIM HOMEPOM YIJIEBOAA B
CTPYKTYype CTepoH/ia, IJIe MPOUCXOUT AaHHAs (PepMEHTATUBHAS PeaKIusl.

HeanqHaﬂ HAANMOYCIYHHUKOBAA HEAOCTATOYHOCTD

Jtnojorus. [lepBuUHBI TUIMIOKOPTUIIM3M C COYETAaHHBIM JAEPHUIIUTOM
IJIFOKOKOPTUKOUIOB M1 MUHEPATOKOPTUKOUJIOB MOXKET OBbITh OOYCIIOBJIEH cle-
OYIOLIUMHA IPUYUHAMU:

— KPOBOUBJIMSIHUEM B HAJIOYCYHUKH (IIPU POJOBOM TpaBMe, ac(hukcuw,
reMopparndecKkoi 0OJIe3HH, OCTPHIX HHPEKIIMOHHBIX 00JIC3HSX);

— HacJeICTBEHHBIMH JedeKTaMu OMOCHHTE3a TIIOKOKOPTHKOUIOB (BpO-
KICHHAS TUCPYHKIUS KOPBI HAMOYCUYHUKOB);

— BPOXKJICHHOM TMIIOIIA3UEHd HAATIOYEYHUKOB.

BbIaenstor Takxke cienyrome n30JupoBaHHbIe (DOPMBI:

— M30JMPOBAaHHBIN neduuuT TIIFOKOKOPTHUKOUJIOB (AKTT -
PE3UCTEHTHOCTH);

— M30JIMPOBAHHBIN 1ePUIIUT MUHEPATTOKOPTUKOUIOB.

Kiannuveckas kapruna. [Ipu ocTpoil HaANOYEYHUKOBOM HEIOCTATOY-
HOCTH y HOBOPOKJICHHBIX BO3HUKAIOT MPOSABIECHUS LUPKYJISATOPHOW HEAOCTA-
TOYHOCTH M THNOTJIUMKEMUU. Bo3MokHA aguHaMUsl, MbIILI€YHAs] TUIIOTOHUS, yT-
HeTeHHe pediaeKkcoB, OJEAHOCTh, AHOPEKCHS, CHUKEHHE apTepHaIbHOTO
naBieHus, Opanukapaus, onurypus. [Ipu mporpeccupoBaHuy COCTOSHUS BBICOK
PUCK KOJUIarca, MPOSBIISIIOIETOCS HAPYUICHUSAMH MUKPOIUPKYISAIUU, aKPO-
LIMaHO30M, MPaMOPHOCTBIO KOXHBIX MOKPOBOB. IlyJbC CTaHOBUTCS HUTEBU-
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HBIM, TOHBI CEpJLA IIIyXUMH. 3aTEM IPUCOECAUHSIOTCS PBOTA, YACTBIM KUIKUN
CTYJI, MPUBOSAIINE K IKCUKO3Y, aHypuH, Kome. IHOrAa HaOnoAat0T TUIepur-
MEHTAIIUIO KOXXH B 00JIaCTH COCKOB (MOIIIOHKU Y MaJIbYUKOB).

OcTpblif THIIOKOPTULM3M Ha (hoHE MH(PEKIIMOHHOTO 3a00€BaHusl COMpO-
BOXJAETCS MMOBBIILICHUEM TEMIIEPATYPBI, PE3KUM LIUAHO30M, OJBILLIKOW, CyJ10pO-
ramM, MHOTJIa MEeTeXUaJbHOM ChINbI0 Ha Koxke. TeueHue 3a00JieBaHMS YaCTO
MOJIHUEHOCHOE. BO3MOXKEH JieTanbHBIM UCXO/1 B IEPBHIE Yachl 3a00JI€BaHUSI.

JMuarnoctuka. [Ipu mabopaTopHOM HCCIIEIOBAaHUU BBISABIISIIOT THUTIEpPKa-
JUEMHIO, TUIOHATPUEMHUIO, THUIOXJIOPEMHUIO, THUIOMNIMKEMHUI0  (MeHee
2,2 MMOJIB/JT), METaOOTMYECKUMA alua03, PE3KHK JICUKOIIMTO3 CO CABUTOM (op-
MyJbl BJ€BO, 303uHOGmIM0. Ilpu mccnenoBaHuuM TOPMOHATBHOTO TPOGUIS
BO3MOKHO BBISIBIICHHE BBICOKOW KOHIeHTpauuu AKTI' B ruiazme kpoBH, HU3KO-
ro ypoBHs Koptuzona. OmnpeneneHue KOHLEHTPAMM KOPTH30JIa Y HOBOPOXK-
JNEHHBIX — CJI0’KHAs 3a/1a4a, KOTOPYIO CIEAYET peliaTh B CIIEIUAIIM3UPOBAHHON
nabopaTopuu. HaanouyeyHUKH HOBOPOXKIAEHHOTO MPOAOKAIOT CEKPETUPOBAThH
M30BITOYHOE KOJIMYECTBO MPOMEKYTOUHBIX MPOAYKTOB OMOCHHTE3a CTEPOUIOB,
KOTOpbIE MPHU UCTIOIb30BAHUN HU3KOCTIELIM(PUUECKUX METOAOB ACTEKIIMU MOTYT
3HAYUTENBHO 3aBBICUTh MIOKA3aTENN KOPTU30JIA.

[Tpu OKI' BBISIBJISIFOT MPU3HAKUA THUTIEPKATMEMHUH (BBICOKUH OCTPBIN 3y0Oel
T, ykopouenue unrepBaia ST, yBenuuenue unreppaia PR, cepaeunyto 61okany).

Bpoxaennass 1ucpyHKIHUA KOPbI HAANOYCYHUKOB
(aapeHOreHUTAJbHBIN CHHIPOM)

Bpoxnennast nucyskius kopsl HaganoueyHukoB (mwmdp no MKb —
E25.0) — rpynna MOHOTE€HHBIX ayTOCOMHO-PELIECCUBHBIX 3a00J€BaHUM, CBs-
3aHHBIX C YMEHBIIEHUEM WU OTCYTCTBHEM AaKTHBHOCTH (EPMEHTOB, MPHUHH-
MAaIOIIUX y4yacTue B OMOCHHTE3€ KOPTHU30Jia KOPOW HAJAMO4YeyHUKOB. B marore-
HE3€ JAHHBIX COCTOSIHMM MPOUCXOJHUT YMEHBIIIEHHE CHUHTE3a KOPTHU30J1a, YTO
BeneT K runepnponykuun AKTI, pa3BuTuio rumnepruiazud Kopbl HaANOYEYHH-
KOB M HAaKOIUICHUIO TPOIYKTOB, MPEAMISCTBYIOMUX NehEKTHOMY dTary Ouo-
CUHTE3a CTEPOHJIOB.

B nacTosimiee BpeMst IPUHSITO BBLICIATH MIECTh KIMHUYECKUX BapUAHTOB
aJpEHOTeHUTAIBHOTO CUHPOMA:

— JIMTMOWHAs TUIEpIUIa3us HaJrno4edyHukoB (Aedekt Oenka StAR wnu
nedurut P450scc);

— nedunut 3B-HSD (3B-ruapokcucTeponiieruporenasa);

— nedunut P450c17 (17a-runpokcwmiaza uinu 17,20-n1uaza);

— nedunut P450c21 (creponanas 2 1-rupokcuiiasa);

— nedumut P450c11 (creponanas 11B-rugpokcuiiasa);

— nedunut P450-okcupenyKrassl.
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JlnnouaHnasi IHIEepILIasud HAAIMOYCIYHUKOB

ITHojorus. B ocHOBE OOJBIIMHCTBA CIy4YaeB JTUMOWIHON THIEPILIA3HH
HaJImoYeyHUKoB Jiexkat nedextol reHa STAR, komupyromero 6enok StAR. Pe-
xe 3aboneBanue BbI3bpIBatOT JAedexThl TeHa CYP11A1, kogupyromero P450sce
(crepouanas 20,22-mecmoinaza). Oba 6enka HEOOXOMUMBI 1T OCYIIECTBICHUS
MEePBOTO dTarma OMOCUHTE3a CTEPOUTHBIX TOPMOHOB — IMPEBPAIICHUS XOJIECTe-
pUHa B NperHeHosioH. [lpu nunonaHoN rumnepriiazuu HaJANOYEYHUKOB IPOUC-
XOJIUT MOJIHOE HApYIICHUE CHHTE3a BCEX KJIACCOB CTEPOMJIOB KaK B HAJIOYeU-
HUKAaX, TaK U B TOHaJax.

IMaTorene3. Bcnencrsue HapylwIeHUs CUHTE3a TECTOCTEPOHA B AMYKAX
y)K€ Ha paHHHMX dTarax »MOpHUOTreHe3a y IUIOJI0B C MY>KCKMM T'€HOTHUIIOM HE
POUCXOIUT MACKYJIMHU3AIMU HAPY>KHBIX T€HUTAJIUH, OJIHAKO HaO0aeTcs
perpecc IepuBaTOB >KEHCKUX BHYTPEHHHX IOJIOBBIX OpPraHOB (JIOXKHBIA MYXK-
ckoit repmadpoauTusm). Y neBouek GoOpMHUpPOBAHNE HAPYKHBIX U BHYTPEHHHUX
TeHUTAINN HEe HapymieHo. [ unodyHKIUsS SUYHUKOB MOXKET JaTh O cebe 3HaTh
JUIIH Ha JOHE CTUMYIISIIIUU TPOITHBIMU TOPMOHAMH B ITyOEpPTATHOM IEPUO/IE.

Kannnueckas kapruHa. 3a0oiieBaHMe MaHH(PECTUPYET CHUMITOMAMHU
JNETUIPaTallMOHHOrO0 Kpu3a Ha 1—2-i1 Hen. Xu3HU. BO3HUKAaeT CpbIrMBaHUE,
pBOTa, AHOPEKCHS, OTEPsI MACCHI Tejia, MUTMEHTAIUST KOXU. BO3MOXKHBI JibIXa-
TeNbHbIE paccTpoiicTBa. B OMOXMMHUYECKOM aHalu3e KPOBU OMPEACNSIOT TH-
MEePKAUTUEMUI0, TUIIOHATPUEMHIO, THUIIOXJIOPEMHUIO, META0OJMUYECKUN aluio03,
TUTNIOTJIMKEMUIO U YBEJIMYEHUE KOHIEHTpaAllMu MOYeBUHBI. [loBbIlIEHA IKCKpe-
UM HATPUSA C MOYOHU.

JMuarnoctuka. OcHOBaHME Ui MOCTAHOBKM JMAarHo3a — COYETaHUE
KJIMHUYECKON KapTHUHBI HAJIIOYEYHUKOBOW HEIOCTATOYHOCTH, JIOKHOTO MYK-
ckoro repmadpoautusma (y HOBOPOKACHHBIX C MY>KCKMM I€HOTHUIIOM) U BbIpa-
KEHHOT'O CHMXKEHHSI CEKPELIMU BCEX CTEPOUJIHBIX TOPMOHOB. KonnuecTBo rio-
KOKOPTHUKOUJOB, MHUHEPAJIOKOPTUKOUIOB M aAHJPOT€HOB B KPOBU U MOUE
OoOBIYHO HE TOJIaeTCs onpesenennio. HapykHbpie mojgoBbie opraHbl (HE3aBUCH-
MO OT T€HOTHIIa) CPOPMUPOBAHBI TIOJHOCTHIO TIO KEHCKOMY THUIy. JlocToBep-
HBI METOJ IMArHOCTUKU — MOJIEKYJISIPHO-TEHETUUYECKUE HCCIICIOBAHUS, BbI-
apisiromue mytanuu B reHax STAR wim CYP11AL.

Jleuenue. Ilokazana 3amecTuTeNbHAsA TEpanus TIIOKOKOPTUKOMAAMHU H
MUHEPATIOKOPTUKOUAaMU (CM. HIKe). [leTell ¢ My»KCKUM T'€HOTHIIOM IIEJeCo-
00pa3HO aanTUPOBATh K JKEHCKOMY MacloOpTHOMY MOdy (C yJajJeHueM roHajm).
B nybeprarHoM mepuoje manueHTaM 00OMX IMOJIOB MOKa3aHa 3aMECTUTEIbHAs
Tepanusi 3CTPOreHaAMH.

HMeuuut 3p-HSD
Jtuojorusi. B ocHoBe 3a0oneBanus nexut aedekr rena HSD3B2, ko-
mupytoiiero ¢pepment 3B3-HSD II tuna. depmeHT HEO0OX0auM ISl IpeBpalie-
HUSL A’-CTEPOUIOB MPETHEHOJIOHA, | 7-THIpOKCHIIPErHEHONIOHA, JeTHIPOITHAH-
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JIPOCTEPOHA B COOTBETCTBYIOLIME UM A4—CTep01/II[bI (nporectepon, 17-OHII u
aHAPOCTEPOCTEHIMOH). B KOpe Haalo4YeuHHKOB M TOHAJaX 3KCIPECCHUpPOBaH
HSD3B2.

IlaTorene3. Henocrarounocts 3B-HSD nmpuBoauT K HapyIICHUIO CUHTE-
3a BCEX KJIACCOB CTEPOMIOB B HAANOYEYHUKAX U ToHanax. CeKpeTupyeMmblidl B
U30BbITKE JETUPOIIUAHIPOCTEPOH 00saaeT cinaboil aHAPOTEHHOW aKTHBHO-
cthio. Kpome Toro, B nepudepuiyeckux TKaHAX BO3MOMEH €ro YaCTUYHBIN I1e-
pexon B aHAPOCTEHAMOH U TECTOCTEPOH. HecMoTps Ha 3TO, CyMMapHOTO KOJIM-
YeCTBA AHJIPOTCHOB HENOCTAaTOYHO JUIA  aJCKBAaTHOM  MAacCKYJMHH3ALUU
HapyXHbIX T€HUTAIMH Yy IJI0JIa ¢ MYXCKUM T'€HOTHUIIOM, HO H30BITOYHO IS
IJI0JIa KEHCKOIo I0Ja, YTO IPUBOJUT K BHYTPHUYTPOOHON BUPWIM3ALUU Y Je-
BOYEK.

Knunnyeckas kapTuHa. TunuuHoe MposiBICHUE 3a00J€BaHUS — TSKeE-
Jasi HAAMOYEUHUKOBAs HEJIOCTATOYHOCTh, MaHU(ecTupytouias Ha 1—4-ii Hen.
*u3HU. HapyxHble 1oyioBble OpraHbl Y HOBOPOXKIEHHBIX, KaK MpaBuio, chop-
MHUPOBAHBI IO CMEIIAHHOMY THUITY. Y MaJIbUMKOB HEJAOPA3BUT (DAJIOC, BBISIBISIOT
runocnaauio Il wim Il crenenu, yacTUuHOE cpalieHue J1a0UOCKPOTAIbHbBIX
CKJIaJIOK, YPOTCHUTAJIBHBIM CUHYC U CJIEIIO 3aKaHYMBAaroOLIeecs Biaraauiie. Aud-
KA OOBIYHO MaJBIHUPYIOTCS B MOIIOHKE. JlepuBaThl MIOJIEPOBBIX MPOTOKOB OT-
CYTCTBYIOT. Y JI€BOUYEK OTMEUYAIOT BUPWIM3ALMIO HAPYXKHBIX N€HUTAIIMN, BbIPA-
KEHHOCTh KOTOpou cooTBeTcTBYET Il 11 Gonee crenenn no [panepy (mpu. 2).

JMuarnoctuka. Henocrarounocts 3B-HSD ycranaBnmBaroT Ha OCHOBa-
HYY MOBBIIICHNS KOHIEHTPAINH CHIBOPOTOUHBIX A’-CTEpOHIOB (IIPErHEHOIOH,
1 7-ruipOKCUNIPETHEHOIOH, JETUAPOINUAHAPOCTEPOH) U HAPYLIEHUS COOTHO-
menns A’-cteponnoB u A'-creponsios. JMarHo3 MOATBEPAKNAIOT IIPH BBISBIIE-
HuK MyTanui B rene HSD3B2.

Jleyenne. B OONbIIMHCTBE CilyyaeB MOKa3aHa COYETaHHAs 3aMECTUTENb-
Has Tepanus TIIIOKOKOPTUKOMAAMU U MHUHEPAIOKOPTUKOMAAMU. JleTH ¢ MyXK-
CKMM T'€HOTHUIIOM B 3aBUCUMOCTHU OT CTENIEHW MACKYJIMHU3ALUU HaPYKHBIX MO-
JIOBBIX OPTaHOB MOTYT OBITh aJIAlITUPOBAHBI KaK K MYKCKOMY, TaK U KEHCKOMY
nacropTHoMmy mojiy. HOBOPOXKIEHHBIM C JKEHCKUM T€HOTHUIIOM MPOBOIAT (e-
MUHU3UPYIOLIYIO IUIACTUKY HAPYKHBIX ITOJIOBBIX OPTraHOB.

Hepunur P450C17

Ituogorus. [Ipuurna 3adoneBanuss — aedexrsl rena CYP17. Kogupye-
MBI 1aHHbIM TeHoM (epmeHT p450cl7 aktuBupyer 170-THIpPOKCUIMPOBAHKE
IPETHEHOJIOHA U MPOreCTEPOHA COOTBETCTBEHHO A0 17-rMApOKCUIIPETHEHOIOHA
u 17-OHII, a Taxxe mocieayrollee IpeBpalleHue 3TUX CTEPOUIOB B JETHIIPO-
SIUAHJIPOCTEPOH U AHJPOCTEHAMOH mocpenacTBoMm pacuierienus C17,20-
YTIEPOAHOTO MOCTHKA. DTU (PEPMEHTATUBHBIC PEAKIIMU HEOOXOAMMBI sl OHO-
CUHTE3a CTEPOUJIOB KaK B HAANOYEUYHUKAX, TAK U FTOHAJaX.

IMaTorenes. Pesynbrar neduunra 170-rugpokcunasbl — HapylIEHUE CUH-
Te3a KOpTH30Ja, npusogsauiee Kk runepnpoaykunn AKTI u aktuBanuum cuHTe3a
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MPEIUIECTBEHHUKOB albJ0CTepoHa. M30bITouHas cexpenust 1e€30KCUKOPTUKOCTE-
pPOHA BBI3bIBAET 33/ICPKKY HATPHUS U MOAABJICHUE PEHUH-aHTMOTEH3MHOBOW CHUC-
TeMbI (OCHOBHOTO PeryJisaTopa (yHKIMHU KIIyOOUKOBOW 30HBI KOPBI HAAMOYECUHU-
KOB). SIBHBIX CHMIITOMOB HaJIIIOY€YHUKOBOM HEIOCTATOYHOCTH MpHU AePULUTE
JTaHHOTO (hepMeHTa OOBIYHO HE BO3HUKAET, YTO OOYCJIOBJIEHO M30BITKOM KOPTH-
KOCTEpOHa, 00JIaJaroNIero TIIOKOKOPTUKOUIHON aKTUBHOCTHIO. CHU)KEHHE aK-
TUBHOCTU 17- nnm 20-11a3el BEET TAKKE K HAPYIICHUIO CUHTE3a MOJIOBBIX CTe-
POHJIIOB B HAJANOYEUHUKAX U FOHaAax. B pesynbrare 3TOro0 y Aereil ¢ My»XCKUM
IE€HOTUIIOM BBISBISIIOT HEAOPA3BUTHE HApPYKHBIX T€HUTAIMN PA3HOW CTEIEHU
BBIPQ)KEHHOCTHU (YacTO MOYTH (PEMHHHOE CTPOEHHE) — JIOXKHBIN MYXCKOW rep-
MahpoauTU3M. Y HOBOPOXKIACHHBIX C JKEHCKAM TEHOTHIOM (popMHUpOBaHUE
BHYTPEHHUX U HAPY>KHBIX TMOJOBBIX OPTaHOB HE HAPYIIECHO, TMIO(YHKIUS SHU-
HUKOB MPOSBIISIETCSA TOJIBKO B MTyOepTaTHOM MEPUO/IE.

Kannnuyeckasi kaptuna. HapyxHble MOJOBbBIE OpPTraHbl y JETEH C MyX-
CKUM T€HOTHUIIOM MpPH POXKJIECHUU WM TMOCTPOEHBI MO KEHCKOMY THUIlY, WJIU
MMEIOT MUHUMAJIbHYIO CTENEeHb MACKyJIMHU3aLUU. SIMUKU pacloJIOKEHbI B MO-
JIOCTH MaJIOro Tasza Ju00 B 00JacTH MaxOBOr0 KOJIbLIA M HE MaJbIUPYIOTCH.
Mosket OBITH CIENo 3aKaH4YMBAIOLIEECs Biaraiuine. JepuBaThl MIOJIIEPOBBIX
IPOTOKOB OTCYTCTBYIOT. Y HOBOPOKJICHHBIX C KEHCKHUM I'€HOTUIIOM BHYTpEH-
HUE U Hapy>KHBIE MOJIOBBIE OPTaHbl IPU POKICHUHU HE U3MEHEHBI.

Juarnoctuka. 3a00JieBaHHE MOYHO 3aI10103pUTh P BBISBICHUH JOXK-
HOT'O MY>KCKOIr'o repMagpoAuTh3Ma B COYETaHUH C CUHIAPOMOM U30BbITKa MUHE-
pasiokopTukouaoB. [Ipu 1abopaTopHOM HCCIEIOBAaHUU BBISBISIOT THIIOKaJIKe-
MUIO, CHW)KEHHE COJIEpKAHUS II0JOBBIX CTEPOHUJIOB B CBHIBOPOTKE KpPOBH,
HU3KYH0 aKTUBHOCTh PEHMHA B IJIa3M€, NOBBIIIEHUE KOHIIEHTPALIMH TOHAJ0TPO-
IIMHOB M KOJWYECTBA KOPTUKOCTEPOHA M JEOKCUKOPTUKOCTEpoHa. [[nsa neren
paHHEro Bo3pacTa apTepualibHasi TUIEPTEH3Us HE 00s13aTeNbHbIN Mpu3HaK. Ju-
arHo3 MOJATBEPKIAIOT BbIgBICHHEM MyTalui B rene CYP17.

Jleyenme. IlokasaHa 3amecTuTesbHasg Tepanus IIIOKOKOPTUKOUIAMMU,
HaIpaBJIeHHas Ha Bo3MelleHue Aedpunura Koptuzona u nopaBieHue AKTI -
3aBUCHMOIr0 CHHTE3a JAE30KCUKOPTUKOCTEpOHA. J[eTeil ¢ My»KCKHM T'€HOTHUIIOM
aJanTHPYIOT K JKEHCKOMY NacnopTHOMY moiy. SAwuku ypansior. B myGeprat-
HOM BO3pacTe MPOBOJAT 3aMECTUTEIIBHYIO TEPAIUIO 3CTPOr€HAMHU.

Hepunur P450C21

bonee 90 % Bcex ciiyyaeB aJpeHOTC€HUTAIBLHOIO CHHJIPOMA COCTABJISCT
nedurut p450c21. [MonmynsaimoHHas 4acToTa KJIaCCHYeCKOro BapraHTa JaHHOTO
3a0osieBanus kosebaercsa ot 1 : 10 000 mo 1: 15 000, nocturass B OTAEIBHBIX
reHeTnyeckux uzoisarax 1 : 280 (ackumocs! FOnuk) u 1 : 2000 (octpoB Peronu-
oH B IHAulicKOM OKeaHe).

Ituoqorusi. B ocHoBe 3a00neBanus nexxut myTaius rera CYP21, xoau-
pytomero p450c21 (21-rugpokcunazy). 3a 21-ruipoKCUAMpPOBaHUE MPOTECTE-
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pona u 17-OHII CcOOTBETCTBEHHO B JAE30KCUKOPTUKOCTEPOH H 11-1€30K-
CUKOpTH30JI oTBeuaeT p450c21.

IMarorenes. [Ipu gepuuure CYP21 HapyuieH cUHTE3 IIIOKOKOPTHKOU-
OB M1 MUHEPAJIOKOPTHUKOUIOB B KOpE HAANOYEUYHHKOB. Jlepuuutr koptuzona
npuBoauT Kk AKTI'-onmocpenoBaHHOMY IOBBIIIEHUIO AKTUBHOCTH MHTAKTHBIX
ATanoB OMOCUHTE3a CTEPOUIOB U M30BITOUHOHN MPOAYKUMHM CyOCTaHLMM, IS
CHUHTE3a KOTOPBIX HE HYXHO 21-rUIPOKCUIMPOBAHUE IIPEUMYILECTBEHHO
17-OHII. [Tocnegnuit urpaet posib cyocTpara sl CHHTE3a aHAPOCTEHINOHA U
TecTocTepoHa. M30pITouHas ceKpelusi aHAPOTeHOB HAIIOUYEYHUKAMHU I1JI0/1a C
KEHCKUM TE€HOTHUIIOM BEJET K BUPWIM3ALMKU HAPYXHBIX I'€HUTAIUMN, CTENEHb
KOTOpPOHM KOJIeOIeTCsI OT yMEPEHHO BBIpaXeHHOW kinuTopomeranuu (I craaus
no [Ipangepy) 10 NOJHOTO CpalieHus: OOJIBIINX MOJOBBIX I'y0 U (POPMUPOBAHUSA
neHuwbHOU ypetpsl (V ctaaus no Ilpaaepy). BHyTpeHHuE nMog0BbIE OPTraHbl y
JI€BOYEK IMPU 3TOM HE U3MEHEHBI. Y MaJIbUUKOB BHYTPUYTPOOHBINH H30BITOK
HAJIMTOYEYHUKOBBIX aHJIPOT€HOB HE OKa3bIBAET 3aMETHOT'O BIMUSHUS HA POpMHU-
pOBaHUE T€HUTAIIUM.

B cuHTE3e Kak IIIIOKOKOPTUKOWIOB, TAK U MUHEPAJOKOPTUKOUJIOB y4a-
ctByeT CYP21, onnako y yactu namueHToB (30—50 %) 3aboseBanue He CBsiza-
HO C SIBHOW HAJIIOYEYHUKOBOW HEJOCTATOYHOCTHIO. [103TOMY KIMHMYECKHU BBI-
HensAoT JBe OCHOBHbIE (opMmbl aedpuuura CYP21: compoBoxaarouryrocs
ANEKTPOJIUTHBIMH HAPYIICHUSAMU (COIBTEPSIIONIAs) U POCTYH0 BUPHIBHYIO.

Kiannuyeckas kapruHa. IIpu poxxaeHuu y 1eBOUYEK C HEIOCTATOYHO-
ctei0 CYP21 oTMeuaroT pa3iuuHylO CTENEeHb BUPUIN3ALUNA HAPYKHBIX T€HUTA-
muit (I-V crapusa no Ilpanepy). ¥ MaabuuMKoOB Hapy’KHbIE MOJOBBIE OPraHbl HE
u3MeHeHsl (mpui. 2). B mocnenyromem M30BITOK HAAMOYECYHUKOBBIX aHApOTe-
HOB KaK y MQJIb4YMKOB, TaK M y I€BOYEK IPUBOJUT K PA3BUTHIO CUHIPOMA JIOK-
HOT'O MPEXKAEBPEMEHHOTO MTOJI0BOT0 Pa3BUTHSI.

[Ipu popme 3abosieBaHUs, CONMPOBOKIAIONICHCS AIEKTPOJUTHBIMU Hapy-
LIEHUSAMH, IIOMHMO YKa3aHHBIX BBIIIE CUMIITOMOB, BO3MOKHAa TaKXe€ HaAIO-
YEYHHUKOBAsl HEJIOCTAaTOYHOCThb. Kak ImpaBuio, co 2-H HEH. KU3HM OTMEYaroT
CHM)KEHHE MACCBI TEJA, CPBITMBAHUSA, PBOTY, AHOPEKCHIO, IINTMEHTALIUIO KOXKH.
B nocnexnyromemM cocrosiHie peOeHKa CTAaHOBUTCS XYK€, BO3MOYKHA TMIIOBOJIE-
MUsl, COCYIUCTBIM KoJutaric U mok. be3 neuenus 6onbHble ymupatoT. Ha ¢gone
AJIEKTPOJIMTHOTO KpU3a B OMOXMMUYECKOM aHAJIM3€ KPOBH BBISABISIOT TUIIEpKa-
JMEMHIO, TUTIOHATPUEMHUIO, THIIOXJIOPEMHUIO, METAaOOINYECKUN alu103, TUIOr-
JIMKEMHMIO Y TIOBBIIIEHNE KOHIEHTPALUX MOYEBHUHBI.

J{uarsocTuka. /[narHo3 ycTaHaBJIMBAIOT IIPU BBISBICHUU MTOBBIIIEHHOIO
YPOBHSI MaTOreHeTUYecKoro Mapkepa 3adoneanusi — 17-OHII B kpoBu. Takxke
THANHWYHO MOBBIIICHUE aKTUBHOCTH PEHMHA B IIasMe. [loaTBepxaaromumii MeTon
uccie0BaHusl — BbIsiBIIcHHE MyTanuil B reHe CYP21. BelsiBieHue KOHKpeT-
HBbIX MYTAHTHBIX ajuiefiedl MOATBEP)KAAaeT AMArHo3, nomoraet auddepeHunpo-
BaTh (popMy 3a00JIeBaHMS U CBUAETEILCTBYET O HEOOXOJIMMOCTH Havalla Tepa-
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nuu. DPPEeKTUBHOCTD ajuielb-crieun(PrUuecKon MoIMMEPa3HON LIEMHON peakuuu
coctaBisieT 90 %. B ocTanbHbIX ciydasx TpeOyeTcsi CEKBECTPUPOBAHUE T'€HA,
YTO SIBJISIETCS JUIMTEIbHBIM U JIOPOrOCTOSIIIUM IpolieccoM. MieanbHbIM MeTo-
JIOM YTOYHSIIOLEH TUarHOCTUKU SIBJISIETCS] aHAJIU3 CTEPOUIHOTO CIIEKTpa MyTeM
BBICOKO3(D(EKTUBHOM >KUJIKOCTHOM XpomaTtorpaduum ¢ TaHAEMHOM Macc-
criektpomerpueii. KonnuecrBennas onenka 17-OHII B coueTanuu ¢ KOpPTU30-
JIOM ¥ aHJAPOCTEHJAMOHOM IO3BOJIAET 4eTKO qudpepeHunpoBaTs GepMeHTATHB-
HBIN Ae(heKT.

Jleuenue. [Ipu nepunmure CYP21 HeoOXomuma 3aMecTUTEIIbHAS TepaIus
IJIFOKOKOPTUKOMIaMH, HAIpaBJIeHHAs Ha BO3MeIlleHUE JepuIuTa KOpTU30ia U
noxasinenne AKTI'-3aBucuMoro cuHTe3a NpeaIIeCTBEHHUKOB HaAIOYEYHHKO-
BBIX aHJPOr€HOB. JleueHne MUHEPATOKOPTUKOMIAMH HEOOXOAMMO MPOBOJIUTH
npu popme nepunura CYP21, compoBoxaaromeicss 3IeKTPOIUTHBIMU Hapy-
HIEHUSIMU, a TaKXe y OOJIbHBIX C MPOCTOM BUPHIbHON (POPMOIl ITPHU BHISBIICHUN
BBICOKOI aKTMBHOCTH PEHHMHA B ma3Mme. JleBoukaM MmpoBOAST (HEMUHU3UPYIO-
IIYIO MJIACTUKY HAPY’>KHBIX T€HUTATHI.

Cxpununr. B GoJbIIMHCTBE CTpaH MUpPa HEOHATAJIbHBIA CKPUHUHI Ha-
npaBJieH Ha BbIABIeHHUE Neduimura 21-ruapokcuiaspl. CKPpUHUHT OCHOBAaH Ha
onpeaenenuu coaepxkanus 17-OHII B naTHe KpoBU, TOTy4eHHOM Ha 3—4-¢ CyT
*u3HU (y HeloHOIIeHHbIX Ha 7—10-e cyT). Llenb ckpuHHMHra — yCTaHOBIIEHUE
JMarHo3a B CaMOM PaHHEM BO3pacTe, 4TO ITO3BOJISET HAYaTh 3aMECTUTEIIBHYIO
TOPMOHAJIBHYIO TEPANMIO JO BO3HUKHOBEHHUS CHMIITOMOB HAJIIOYEYHHKOBOM
HEN0CTaTOYHOCTH. CKPUHHUHT — €JUHCTBEHHO BO3MOKHBIM METOJ JOKJIMHUYE-
CKOM TMarHOCTUKU BUPHIIbHOM (OpPMBI 3a00JI€BaHNS Y MATbYHKOB.

Conepxxanne 17-OHII ompenensttoT (GAr00pOMMMYHOMETPUUYECKIM Me-
To0M C moMotibio ctanaaptHoro Habopa (DELFIA Neonatal 17-OHP, Walac,
OuHISAHINA ).

1-1i1 3man — poounvHwlii 0om. B poIMIIBHOM JOME y JIOHOLIEHHOTO HO-
BOPOXKJEHHOr0 Ha 3—4-e cyT nocie poxacHus (y HegoHomeHHoro Ha 7—10-e
cyT) OepyT 00pa3iibl KalWUISIPHONH KPOBH U3 MATKH, HAHOCAT HA (DUIBTPOBAJIb-
HyI0 OyMary ¥ OTChUIAIOT B CIEUMAIU3UPOBAHHYIO JabopaTopuio. DTy Mpoiie-
IyPYy BBINOJHSAIOT OAHOBPEMEHHO Il CKpuHUHTa Ha BI', ralaktozemuto, Myko-
BUCLHUJ03 M  (PEHWIKETOHYpPUIO TI0 PEKOMEHJOBAaHHBIM  CTaHIAPTaM.
OO0s13aTesIbHOE YCIIOBUE — THIATENbHAs MPOMUTKA KPOBBIO MATHA HA (QUIIBTPO-
BaJIbHOM Oymare.

B conpoBoauTenbHBIX AOKYMEHTaX, OTCHUIAEMBIX B JIaDOpaTOpHIO, MO-
MHUMO CTaHJAPTHON HMHPOpPMAIMH HEOOXOAMMO yKa3aTh MaccCy Teja HOBOPOXK-
J€HHOT0, IPY HEJOHOUIEHHOCTH — CPOK I'€CTalL|H.

2-i1 3man — nadopamopusn. B nabopatopun BHIMOTHIIOT UCCIETOBaHUE
koHueHTpauuu 17-OHII, npoBoasAT BBIOOPKY MOJIOKHUTENIbHBIX PE3YJIbTATOB, a
TaK)Xe TTOBTOPHOE TECTUPOBAHKE B CIIy4ae COMHHUTENIbHBIX AaHHBIX. /st gerei,
POXKJIEHHBIX HA PAa3JIMYHbIX CPOKAxX recTalyy, UCMOJIb3YIOT OTJEIbHbIE HOpMa-
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TUBHbIE cTaHAapThl cogepkanus 17-OHII (tabn. 11). D10 00ycnoBieHO TeM,
YTO €ro KOHIICHTpAlusl y HEJOHOIIEHHBIX (Cpok recrauuu 33-36 Hen., macca
tena meHee 2000 1) 1 MaJOBECHBIX JeTel 3HAYUTEILHO BhIIIE, YEM Y JJOHOIIICH-
HbIX (cpok recramuu 6osnee 37 Hen., macca Tena 6onee 2000 r.) U UMEIOIIUX
HOpMaNIbHYI0 Maccy Tena. OTCyTCTBME HOPMATMBHOM IIKajlbl 3Ha4YeHUU 17-
OHII MoxeT NMpUBOIUTH K OOJIBIIIOMY YHCITY JIOKHOIOJIOKUTEIBHBIX PE3yJIbTa-
TOB. B nmaGopatopusix, OCyIIECTBISIONIUX CKPUHUHT, HEOOXOIUM MOCTOSHHBIH
KOHTPOJIb KadecTBa IPOBEJICHHUS TOPMOHAJIBHOTO HccieaoBaHus. Yepes 5—6
nHel yaboparopHas oOpaboTka pe3ysibTaTOB JIOJKHA OBITh 3akoH4YeHa. MH-
dhopMaIrio O MOJOKHUTEIIBHOM pe3yJIbTaTe MCCIICIOBAHUS HEOOXO0IUMO HEME/I-
JICHHO HANPaBUThH B MOJUKIMHHUKY IO MECTY KUTEJIbCTBA PEOCHKA WU B CTa-
IMOHAp, T/I€ OH HAXOIUTCSI.

Tabnuya 11
Conep:xanue 17-OHII y 1oHOIIEHHBIX U HEIOHOIIEHHBIX JeTeil, HMOJb/JI
Yposens 17-OHII, amoab/J1 HNuTepnperanus
Y AOHOUICHHBIX Y HCTOHOIICHHBIX
Menee 30 Memnee 60 PeGenok 310poB

Pe3ynbraT cCOMHUTENBbHBIN, HEOOXOAMMO MOBTOPHOE
onpeaenenue 17-OHII B konTponsHOM msTHe. [lpu
NOJYYEHUN aHAJIOTMYHBIX JAHHBIX CIIEAYyeT OTIIpa-
BUTH MH(OPMAIIUIO TI0O MECTY HaXOXXICHHs peOeHKa
(cranroHap, MOJUKIMHUKA) U TIOBTOPHO B3STh U UC-
30-90 60—100 CJIeZIoBaTh €ro ooOpaser KpoBU Ha (QUIBTPOBAIBHOMN
Oymare. Eciau y HelOHOIIEHHBIX cojaepkaHue 17-
OHIT Bblie, uem B nepBoM oOpasle, — pe3yibTar
HOJIOKUTENIbHBIHN, peOeHKa T0JIKEeH 00ce10BaTh 3H-
JTOKpuHoOJIOT, eciu conepxkanue 17-OHIT Hmke, yem
B IIepBOM 00paslie, — IUarHo3 He NOATBEPKJIEH

bonee 90 bonee 100 Pe3ynbpTaT MOJIOKUTENBHBIA, CIEAYET HalpaBUTh
UH(POPMALIMIO IO MECTY JKUTEIbCTBA peOeHKA

VYV nereit co cpokoMm rectauuu 23—32 HEH. pe3yJibTaT CIEAYyeT CUUTaTh
NoJIOKUTENbHBIM Tipu coaepkanuu 17-OHIT Beime 150 amons/n. B atom ciy-
yae ciielyeT HalpaBUTh UHPOPMALIUIO B CTALIMOHAD, TJI€ HAXOAUTCS peOCHOK, U
IPOBECTH TECTUPOBAHUE MOBTOPHO B3STOT0 00pas3la KPOBH Ha (DUIBTPOBAIIb-
Hoil Oymare. Ecnu konnentparust 17-OHIT nmo-npexxuemy Boite 150 HMomb/,
CJIelyeT MepeaaTh B CTAllMOHAp MHGOPMAIMIO O MOJIOKHUTEIBHOM PE3yJIbTaTe
uccienoBanus. [Ipu camxenun coaepxkanus 17-OHII cuuTaroT, 4TO 1MarHo3 He
MOATBEPAKACH.

[ToMUMO HEIOHOIIEHHOCTH, JIOKHOIOJOKUTEIIbHBIE PE3YyJIbTaThl BO3-
MO>KHBI TIPH TSDKEJIOM OOIIEM COMATHYECKOM COCTOSIHUH, BBICOKOW OMIHpYOH-
HeMHH, Ha (oHe BHYTpUBEHHOU TpaHC(]y3uu. JIOKHOOTpUIIATEIbHBIE PE3YJib-
TaThl OBIBAIOT MPH JICUEHUU PEOCHKA (MJIM €ro MaTepu) AEKCaMETa30HOM.
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3-i1 Iman — NOMUKIUHUKA WU CIMAUUOHAD HO MECHY HCUMETbCEa.
B ciyyae monoxuTenbHOro pe3ylsibTara MCCIeNOBaHUsA peOeHKa HEMEJIEHHO
BBI3BIBAIOT JJIsI OCMOTpPa SHIOKPHUHOJIOTOM WJIM IOATOTOBJICHHBIMH CIIELIMAIN-
CTaMU-HEOHaTojoraMu B cranuoHape. JKenarenpHO HadyaTh OOCIEIOBAaHUE HE
no3aHee 2 HeA. ®KU3HU (11 JOHOUIEHHBIX). [IpoBOAsST aHau3 KpOBU W3 BEHBI,
yCTaHABIIMBAIOT cojJiepkaHue Kanus, HaTpus, 17-OHII B cbIBOpOTKE KpPOBH pe-
oenka. [Ipu HanMUMM KIMHUYECKUX CUMIITOMOB 3a00jeBaHus (BUPWIM3ALUA
Hapy>KHBbIX I'€HUTAJIUN y JEBOYKH, IIOBTOPHAs PBOTA, CHUKEHME MAcCChl TeEla,
00e3BOXKMBaHUE Yy JAeTeld 000ero moja) jJeueHue Ha3HA4YaroT HEMEJJICHHO, HE
NOKUIASICh PE3YIIbTATOB AHAJIU30B.

IIpn OTCYTCTBMM KIMHHYECKHMX CHUMITOMOB JICUEHUE HE HAYMHAKOT 0
IIOJIyYEHHUsI pe3yabpTaToB aHanu3a. Ecim koHueHtpanus 17-OHII B ceiBOpoTke
KPOBU COOTBETCTBYET HOPMATHBHBIM 3HAUEHHUSM (HOpMaTHMBaM JaHHOU Jiabo-
paTopuu) W MOKa3aTelld JEKTPOJIUTOB HE U3MEHEHBI, TUarHo3 CHUMaroT. [1pu
MOJIOKUTENbHBIX pe3ynbTaTtax 17-OHII nquarHo3 moATBEp:KIar0T U HAYMHAIOT
JIYeHHE TIIIOKOKOPTUKOMAAMU (TUAPOKOPTU30H). Ecau 0JHOBPEMEHHO IMOBBI-
IIEHO COJAEp KaHue Kajiud (CHUXKEHA KOHUEHTpalus HaTpusi), JOMOJHUTEIbHO
Ha3HAYal0T MUHEPATIOKOPTUKOUIBI ((PIIyAPOKOPTU3OH).

YuursiBasg 3HAYUTEIBHBIN IPOLIEHT JIOKHOIIOJIOKUTEIBHBIX PE3YJIBTATOB
(0coOeHHO y HEJAOHOIICHHBIX JIeTeH), MPU OTCYTCTBUM KIMHUYECKUX CHUMIITO-
MOB, MPEKJIC YEM HAUaTh JICUEHHUE, HYKHO OIpenenuTsb coaepxanue 17-OHII B
CBIBOPOTKE KPOBHU JIBAX/IbI (TOBTOPHO uepe3 1—2 Hen.)

B comHHTENBbHBIX Cay4asx cielyeT HampaBUTh peOEHKa B pecIlyOJMKaH-
CKH{ CIIEHMAIIM3UPOBAHHBIN HEHTP JUI IPOBEICHUS YTOUHSIONIEH THATHOCTUKH.

Hepumur P450C11

Ituogorus. [Ipuunna 3adoneBanus — nedexrsl rena CYP11B1, xoau-
pytomiero gepmert p450cll. Jdns 11B-ruapokcunvpoBaHusi 1€30KCUKOPTHKO-
CTEpOHAa B KOPTUKOCTEPOH U 11-1€30KCHKOpPTH30J1a B KOPTU30J HEOOXOIUM
p450cll.

IMatorene3. Ilpu nedpuumre p450cl]l HapylieH cUHTE3 KOpPTU30ia, YTO
npuBouT K ctumyisanuu cekperui AKTI 1 u30pITOUHOM NpOAYKLINUY MIpele-
CTBEHHUKOB JJAHHOTO 3Tana OMOCHHTE3a CTepouoB. M30BITOK 1€30KCUKOPTH-
KOCTEpOHa, 00J1aJal0Eero MUHEPaTOKOPTUKOUTHON aKTUBHOCTBIO, BEJIET K 3a-
JEp>KKEe HaTpHsi, MOBBILICHUIO apTEPUATIBHOrO JaBICHUS W TOJABJICHUIO
aKTUBHOCTH PEHHMH-aHTMOTEH3MHOBOHN cucrteMbl. Kpome artoro, mpu Hepocra-
ToyHOCTH p450c]l 1 nponcXOoaUT HAaKOILIEHNE MPEAIIECTBEHHUKOB aHIPOr€HOB,
YTO MOXET CTaTh IPUYMHON JIO)KHOI'O JKEHCKOT0 repMadpoauTu3Ma U Mpex/ie-
BPEMEHHOT'0O II0JIOBOTO Pa3BUTHSI HAIIIOYEUHUKOBOI'O I€HE3a.

Kaunuuyeckass kapruna. B cinydae negocrarounoctu p450cll y neBouek
IIPU POXKJIEHUM BBISIBIIIOT BUPWIM3ALMIO HAPY>KHBIX T€HUTAINM, CTENEHb KOTO-
poif MokeT ObITh cToJIb 3HaunTeNbHOU (IV—V cranus no Ilpanepy), 4to HOBOpO-
KJICHHBIX OIIMOOYHO PErMCTPUPYIOT U BOCHUTHIBAIOT KaK MaJbUMKOB (Tpui. 2).
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V nereil ¢ My»KCKUM T€HOTHIIOM (POPMHPOBAHKE HAPY>KHBIX TEHUTAIUNA HE Hapy-
1IeHo. Y O0JIbIIMHCTBA OOJIBHBIX TaKkke BO3HUKAET nosbiienne AJl. HecmoTps Ha
TO, YTO JUI1 JAHHOTO BApWaHTa aJPEHOTCHUTAIBHOIO CHHJPOMA XapaKTEPEH W3-
OBITOK MUHEPAJOKOPTUKOUAOB, MHOIJIA Y JIETeld PaHHEro Bo3pacTa OOHApYKUBa-
10T CHHIPOM IIOTEPH COJIU.

JInarHocTuka. /[narso3 CTaBsT IIPU BBISIBJICHUU BBICOKOW KOHILICHTpALUU
11-ne30xkcuKkopTH30i1a U JE30KCUKOPTUKOCTEPOHA B KPOBH M IIOATBEPKAAKOT HA
MOJIEKYJIIpHOM YpoBHE npu uccieaoBanuu rena CYP11B1. AkTuBHOCThH peHU-
Ha B IUIa3Me€ CHUKCHA.

Jleyenme. [Ipu nedurure CYP11B1 HazHauaroT 3aMeCTUTENBHYIO Tepa-
MUIO TJIFOKOKOPTUKOMIAMHU, HAIIPABICHHYIO Ha BO3MEIICHUE AeduIuTa KOpTHU-
3oma u noxasinenue AKTI-3aBucuMoro cuHres3a I€30KCHKOPTHUKOCTEPOHA WU
IIPEAIIECTBEHHUKOB HAIIMOYEYHUKOBBIX aHIPOreHoB. Tak e, Kak u npu nedu-
uute p450c21, neBouykaM BBIMOIHSIOT (PEMUHUZUPYIOLLYIO IUIACTUKY HApyX-
HbIX T€HUTAJIUM.

Hepuuut P450-oxkcupenykrasbl

JdtHojiorusi M maroreHe3. IlpuunHa 3abosieBaHus — JeQEKTbHl IeHa
POR, xonupytomiero gpepment p450-okcuaopenykrasy, KOTOPbINA MPEACTABISET
co0oii (haBONMPOTEHH, CHAOXKAIOIIUA MOJIEKYJaMU KHCJIOpPOJa BCE MHKPOCO-
MajbHble (QepMeHTbl cemelcTBa wnuroxpoma p450, Brmowas p450c2]l u
p450cl7.

[Ipu nedunure p450-oxkcumopenykrasbl BO3HUKAIOT MPOSIBICHUSI COYe-
tanHoro aedunura p450c21 u p450cl7.

Knunnueckas kapruna. Ilpu HemocrarounHoctu  p450-okcumo-
penyKTas3bl y A€BOYEK BO3MOXKHA YMEPEHHAs BUPWIM3ALMS HAPYKHbIX T€HUTA-
vl (Kak npaBuiio, He npesbiatomas I craguto no Ipanepy). IloctHaTanbHO
OHa He mporpeccupyet (npui. 2). Y MalbuukoB (HOPMUPOBAHUE HAPYKHBIX Te-
HUTAIUN MO0 HE HApyLIEHO, JTUOO XapaKTepU3yeTCs YMEPEHHO BbIPAKEHHBIM
JIOKHBIM MYXCKUM TepMadpOIUTH3MOM C MpeoliafaHueM MY>KCKOro CTpoe-
HUsA. Y 4acTH MalMEHTOB OTMEYAIOT MPOSIBJICHUS COYETAHHOIO Jie(puimTa IIto-
KOKOPTUKOUJIOB 1 MUHEPATIOKOPTUKOHIOB.

JluarHocTuka. /[narso3 noaTBepkKAAarOT MPU BBISBIECHUU MOBBIILICHHON
koHueHTpauuu 17-OHII, 17-rugpokcunperieHonona, MporecTepoHa, NperHe-
HOJIOHA, JIE30KCUKOPTUKOCTEPOHA U KOPTUKOCTEPOHA U BEPUPULUPYIOT HA MO-
JEKYJIIPHOM ypOBHE IIpH uccienoBanuu resa POR.

Jleyenme. Ilpu gedpunure p450-okcuaopeykTa3bl HEKOTOPHIM OOJIbHBIM
NOKa3aHa 3aMECTUTENbHAs Tepanusl IIIIOKOKOPTUKOUJIAMH U MHUHEPAJIOKOPTH-
kougamu (cMm. Hike). [IoTpeGHOCTh B JIeUeHNWH yCTaHABIMBAIOT WH]IMBHIYalb-
HO, UCXO/S U3 KIIMHUYEeCKUX npossieHui, konuentpauuu AKTI u aktuBHOCTH
peHHHa B IuUIa3Me KpoBU. [Ipu HEOOXOAMMOCTH MPOBOIAT KOPPHUTHPYIOLLYIO
IJTACTUKY HAPYKHBIX T€HUTAIHM.
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BPOXXIEHHASA IT'MIOIIA3UA HAAINIOYEYHUKOB

Jtuojorusi. Hanbosee yacto Bcrpevaercs: HacieACTBeHHas popma, CBs-
3aHHas ¢ X-XpoMocoMou W obOycnoBieHHas Aedextamu reHa NROBI, komwu-
pytoiiero ¢gaktop Tpanckpuniuu DAXI.

IlaTtorenes. ®akrop DAX1 HEeoOX01UM /151 3aKJIAKKA KOPHI HAAMOYCUHHUKA
U SIMYKA, OH YYaCTBYET B PETYJISIIIMU TUIIOTAIaMO-TOHAIOTPOITHON (DyHKITHH.

Kannnueckas kaptuna. [Ipu gedexre ¢akropa DAXI1 y manbuukos
BO3HUKAET HAJIOYECYHUKOBAS HEJOCTATOYHOCTh, KIIMHUYECKU HE OTJIMYMMAs OT
aJIpEHOTEHUTAILHOTO CUHApoMa BeienacTBue aedummra p450c21 (popma, cs-
3aHHas C DJIEKTPOJUTHBIMU HapylieHusiMu). MHOrAa y manueHToB ¢ BPOXKJICH-
HOI ruroruiazueil HaJIOYE€YHUKOB BBIABIIAIOT KpUNTOpXu3M. B mybGepratHOM
BO3pPACTE BO3MOYKHO ITPUCOEAUHEHUE CUMIITOMOB I'MIIOTOHAIU3MA.

JAnarnocTuka. /[Marno3 MOKHO MOCTABUTh B CIIy4ae BbISIBJICHUS THUITAY-
HbIX OMOXMMHMUYECKUX HW3MEHEHUM (TUIEepKaINEMUs, TUIIOHATPUEMHUSI), TOBBI-
meHHoN koHueHTpauun AKTI' n akTMBHOCTH peHMHA B IUIa3M€ KPOBHU IPH TO-
HIDKEHHOM ypOBHE KOpTH30jJa U HopMmailbHOM YypoBHe 17-OHIIL. [ns
NOATBEPKACHUS JUAarHo3a Ha MOJIEKYJIIPHOM YPOBHE IIPOBOJST UCCIEAOBAHUE
reHa NROBI.

Jledenune. IIpu BpOXIEHHOM TUIIOILIA3UM HAANOYEYHUKOB I[IOKa3aHa
KOMOWHUPOBaHHAs 3aMECTUTEIbHAsT Tepanus TIIIOKOKOPTUKOUIAMU U MUHEpa-
JIOKOPTUKOUIAMH (CM. HUXKE).

HN30JIMPOBAHHAS HEJIOCTATOYHOCTH I''TIOKOKOPTUKOU 0B

Jtunojorus. B ocHoBe 3a005ieBaHMs JISKUT HapyllIeHHe (PYHKIUU pelien-
topa kK AKTI', uTo MoxkeT ObITh 00YCIOBIEHO AedEeKTaMH KaKk MUHHUMYM JIBYX
reHoB: MC2R u MRAP.

IHaTorenes. [Ipu AKTT -pe3ucTeHTHOCTH B KOpE HAAIOYEUHUKOB MPOUC-
XOJIUT HapyIIEHUE CHHTE3a M CEKPEINH TIIOKOKOPTUKOuIoB. [Ipu saTom Gumo-
CUHTE3 AJIbJOCTEPOHA, KOTOPBIN PETYJIUPYET PEHUH-AaHTHOTEH3UHOBAS CUCTEMA,
HE HapYIICH.

Kannnueckass kapruna. OcHOBHOE MposiBJIeHUE 3a00eBanus (0CoOeH-
HO Y HOBOPOXKJICHHBIX) — TUNOrIuKemMus. OTMEUaIoT TaKk:Ke MBIIICUYHYIO THIIO-
TOHHIO, aJJUHAMUIO, OTKa3 OT €bl, CYJOPOrh. XapaKTepHa BhIPAXKEHHAS TUIEP-
MUTMEHTAIUSI KOKHBIX TTOKPOBOB U CIIU3HUCTHIX.

JuarnocTuka. J[ns pe3yabTaToB J1a00paTOPHBIX UCCIIECIOBAHUMN XapaKTep-
Ha TUIIOTJIMKEMUSI NPU OTCYTCTBUM SJIEKTPOJIUTHBIX HapyuieHuid. Conep:kaHue
KOpTU30Ja CHIKEHO, a KoHIeHTpauust AKTI oueHpb BbicOka. AKTUBHOCTh pEHHHA
B IJJa3M€ U KOHIIEHTpPALUs aJIbJIOCTEPOHA HE U3MEHEHBL. /{1151 moaATBEp)KAEHUS qU-
arHo3a Ha MOJIEKYJIIPHOM ypoBHe ucciienytoT reasl MC2R u MRAP.

Jledenue. IIpu M301MPOBaHHOM HEIOCTATOYHOCTH TIIFOKOKOPTHUKOUIOB
MIPOBOASAT 3aMECTUTEIBHYIO TEPAIHIO (CM. HUXKE).
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HN30/IMPOBAHHAS HEJIOCTATOUYHOCTHh MUHEPAJIOKOPTUKOU 0B

ITHOJIOTUSA U nmaToreHes3. M3onpoBanHas HEAOCTaTOUHOCTh MUHEPAJIO-
KOPTUKOUZOB — PEAKOE HACIEACTBEHHOE 3a00JeBaHHE, B OCHOBE KOTOPOIO
nexut nedekt rena CYP11B2, koaupytromero ¢epment p450aldo (ampmocte-
pOHCHHTA3y). [JJaHHBII (hepMEHT aKTUBUPYET 3aKIIOYUTENbHBINA 3Tall OMOCUHTE-
3a MUHEPaJOKOPTUKOUJIOB B KOPE HAJIIOYEYHUKOB — IPEBPAILICHUE KOPTUKO-
CTepoHa B aibpAocTepoH. Okcrpeccuto p450aldo perymupyer peHHH-
aHTMOTEH3MHOBAas cuctema HezaBucumo oT AKTT.

Kiannuyeckas kapTHHA. Y HOBOPOXKIEHHBIX HA MEPBBIN IIJIAH BBIXOIAT
CHUMIITOMBI TIOTEPU COJI. BO3MOXHBI CPBITUBAHMSI, OTCYTCTBHE MPUOABKH Mac-
Chl T€Jla, CHUKEHUE apTEePUaATIbHOTO JAaBJICHUS, MPAMOPHOCTh KOXH, KOJUIAIC.
['unepnurmenTanuu HEeT. Y AEBOYEK BUPWIM3AIMS HAPYKHBIX T€HUTAIUN OT-
CYTCTBYET.

JMuarnoctuxa. [Ipu mabopaTopHbIX UCCIEIOBAHUSAX BBISBISIOT TUIIEpKa-
JUEMUI0, TUTIOHATPUEMHIO, MeTabonnyeckuil anuao3. Coaepxanue KOPTU30Ia
u AKTI B HOpme. AKTUBHOCTh PEHHMHA B IJIa3ME€ KPOBM IOBBILIEHA, KOHIICH-
Tpauus ajabJOCTEPOHA CHUYKEHA. J[MarHo3 MOATBEPKIAAIOT HA MOJIEKYJISIPHOM
ypoBHe npu uccieaopanuu rena CYP11B2.

Jleyenme. IIpy H301MPOBAaHHON HENOCTATOYHOCTH MHHEPAJIOKOPTUKOU-
JIOB TIPOBOJISIT 3aMECTUTEIBHYIO TEPAIUIO (CM. HUXKE).

BTOPUYHASA HAAJIIOYEYHUKOBAS HEJJOCTATOUYHOCTD
(AE®UIAT AJIPEHOKOPTUKOTPOITHOI'O TOPMOHA)

Henocratounocte AKTI" — penkasi npuurMHa BpOKJICHHON HaANIOYEYHU-
KOBOM HEJOCTATOYHOCTU. BTOPUYHBIN TMIOKOPTULIM3M COUETAETCS C BPOXK/ICH-
HBIM THITIONIUTYUTAPU3MOM JIMOO BCTPEYACTCS KaK M30JMPOBAHHOE COCTOSHHE.
Jlns mociegHero ciydyas oOmHMcaHbl JBe HacieiacTtBeHHbie (opmbl AKTI -
HEJI0OCTaTOYHOCTH, KOTOpBIe 00ycioBieHb! Aedekramu reHoB TBX19 u POMC.
HeszaBucumo OT mpuyuHbl, HapyluieHue (PYHKIHUU HAJMOYEYHUKOB XapaKTepH-
3y€TCsl H30JIMPOBAHHON HEJIOCTATOYHOCTHIO TTTFOKOKOPTUKOHUIOB.

Kannnueckass kapruna. OcHOBHOE MposiBJIeHUE 3a00eBanus (0CoOeH-
HO Y HOBOPOXKJICHHBIX) — TUNOrIuKemMus. OTMEUaIoT TaKk:Ke MBIIICUYHYIO THIIO-
TOHHIO, a[IMHAMHIO, OTKA3 OT €/1bl, CYJIOPOTH. | unepnurMeHTanusi OTCyTCTBYET.

JInarnoctuxa. JlabopaTopHbie UCCIIEI0BaHUS BBISIBISIOT TUIIOTJIUKEMUIO
MpU OTCYTCTBUU DJIEKTPOIUTHBIX H3MEeHeHuM. KOHIeHTparusi KopTuzojia u
AKTT cauxkena. [[uarao3 Mo>XHO MOATBEPAUTH HA MOJIEKYJISIPHOM YPOBHE IMPHU
ncciaenosanuu renoB TBX19 u POMC.

Jleyenme. IIpu M30IMPOBAHHON HEIOCTATOYHOCTH TJIFOKOKOPTHUKOHUIOB
MPOBOASAT 3aMECTUTEIBHYIO TEPAINUIO (CM. HUKE).
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ITPUHIIATIBI 3BAMECTUTEJIBHOM TEPAIIUN
HAJIIOYEYHUKOBOM HEJOCTATOYHOCTH

[Ipn mpoBeneHHH 3aMECTUTEIBHOM Tepanuu 03y T[IIIOKOKOPTHUKOUIOB

noa0uparT ¢ yderoM (U3MOJOTHUYECKOrO0 YPOBHS CEKpElUU KOPTH30Ja.
2

B HOpME KOJIMYECTBO CEKPETHPYEMOT0 KOpPTU30ia cocTaBisger 8—12 mr/m“/cyt

(B3aMMOCBSI3b MEXJY MacCOM Telda M ero IOBEPXHOCTBIO MPEJICTAaBICHA B
tabdmn. 12).

Tabnuya 12
B3anMocBs3b MexKIy Maccoi Tes1a pe0eHKa H ero NOBEPXHOCTHIO
Macca Teaa, Kr Il1omaabL NOBEPXHOCTH, m> Macca Teja, KT IlomaabL NOBEPXHOCTH, M
0,5 0,075 2,9 0,195
0,7 0,085 3,1 0,205
0,9 0,095 3,3 0,215
1,1 0,105 3,5 0,225
1,3 0,115 3,7 0,235
1,5 0,125 3,9 0,245
1,7 0,135 4,1 0,255
1,9 0,145 43 0,265
2,1 0,155 4,5 0,275
2,3 0,165 4,7 0,285
2,5 0,175 4,9 0,295
2,7 0,185 5,0 0,300

I{esnp 3aMECTUTENBHON TEpANUU IMPU BPOXKICHHOW THUIIEPIUIA3UU KOPBI
HAAMOYEUYHUKOB B JIETCKOM BO3PACTE 3aKJIIOUAETCS HE B UMHUTALUU (PU3UOTIOTHU-
YECKOM CEKpEeLUH, a B CIECTYIOUIEM:

— BOCCTaHOBJICHUHU JAe(HINTa KOPTUKOCTEPOUIOB (CEKpEIsl KOTOPBIX
CHIYKEHA B pe3yJibTaTe (PepMEHTATUBHOTO JIePeKTa) C MOJABICHUEM MOBBIIICH-
HOM CEKpEeLMU KOPTUKOTPONUH-pUIn3uHr ropmona u AKTT;

— MOpeaynpeKIeHUN BUPUIN3ALNN;

— ONTUMU3ALMUU POCTA JIETEM;

— o0ecne4yeHn HOPMAJIbHOTO TIOJIOBOTO CO3PEBAHMS M MOTEHIUAIBHOM
(hepTUIBLHOCTH.

B neprone HOBOPOXIEHHOCTH U PAHHEM JIETCKOM BO3pAacTe MPErnapaToM
BBIOOpa SABJISIETCS] THAPOKOPTH30H (Tabn. 13) — TIIFOKOKOPTHKOM, KOTOPBIMA
in vivo OBICTpO TIpeBpaIlaeTcs B aKTUBHBIA KOPTU30J. OOBIYHO 7032 TIFOKO-
KOPTHKOU/IA [IPU Iepepacdere Ha THAPOKOPTH301 coctaBmsier 10—12 mr/m/cyT
(uto mpu macce Tena 3 Kr cooTBeTcTByeT ao3e 2,0-2,4 mr/cyt). llpu mpyrux
BApHAHTAX THIIOKOPTHIM3MA 1033 THAPOKOpTH30Ha — 8—10 Mr/m*/cyT. JleTsam
pPaHHEro BO3pacTa Ha3HAYAIOT TaOJIETHPOBAHHBIC MPENapaThl TUAPOKOPTU30HA.
Ero no3y pacnpenensror nopoBHY Ha 3 mpuema, HHTEPBaJIbl MEXKIY KOTOPBIMU
coctaBisitoT okoio 8 4. Ha ¢doue crpecca (MHTEepKyppeHTHbIE 3a00JeBaHuUs,
MOATOTOBKA K XUPYPru4eCKOMY BMEIIATENIbCTBY U JIP.) 103y TJIFOKOKOPTUKOM-
JI0OB YBEJIMYMBAIOT B 2—3 pasa.
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Tabnuya 13
IIpenapaTbl rOPMOHOB KOPHI HAIMIOYEYHHKOB

IIpenapat penmyuiecr- IMoka3anue Cnioco0 BBeeHmusl, CyTtouHas 103a
BEHHBI 3~ KPaTHOCTh
ek
I'unpokoptHuzona I'K+wMk |Octpas Henocra-|B/B kamnensHo, 10—15 mMr/m°
FEMUCYKLUHAT TOYHOCTh HAIMIO-|{BM Kaxanle 2—6 9
(solu-cortef) YECYHUKOB
Cycnen3ust rugpo-| I['K+wmk |Toxe B/ kaxsie 2—6 4| 10—15 mr/m”
KOPTU30HA
[Ipeanu3zonon I'K To xe BB kanensHO, 2,5—7 mr/kr
BM kaxaele 2—6 9
I'mnpoxopTzon IK+wmk |[ogmepxuBaio-  |[BHyTps Kaxasie| 15—40 mr/m”
TaOJIeTUPOBAHHBIH ast Tepanus 6—8u
(Cortef)
KopTtuzona anerar I'K+wmk |Toxe Buytpp kaxaeie| 25-50 MI/M”
6—8u
[Mpenauzonon T1ab-| TK+wmk [To ke Buytps Kaxasie| 410 mr/m”
JETUPOBAHHBIN 6841
9-®TOpKOPTHU30H MK Bocnonnenue pae-Buytpp  kaxabie| 180—300 MKT/M
(cortinef) ¢unura wmuHepa-|12—24 g
JIOKOPTHUKOMJIOB
Ipumeuanue. 'K — BbIpaskeHHasi TTIOKOKOPTHKOUIHAS aKTMBHOCTb; MK — ciabas
MUHEPAIOKOPTUKOUHAS AKTUBHOCTh; IK — cJjabas TITIIOKOKOPTHKOUIHAS aKTUBHOCTH;
MK — BbIpa)k€HHasi MHUHEPAJIOKOPTUKOUAHAS AKTUBHOCTb; BB — BHYTPUBEHHO; BM —
BHYTPHUMBIIIEYHO.

AJnlekBaTHasi 3aMECTUTENIbHAs Tepanusl T'MAPOKOPTU30HOM HOPMAJIU3YET
ypoBHU 17-OHII u anaporeHoB y HOBOPOKJIEHHBIX U JIETE paHHETO BO3pacTa
B TEUCHHME HECKOJIBKUX HEZENIb C MOMEHTA Hayaja IpyueMa Ipenapara.

Jlo HEenaBHETO BpEMEHU B MEAMATPUYECKON NMPAKTUKE I 3aMECTUTENb-
HOM TJIIOKOKOPTUKOWJHOM TEpAalMM aKTUBHO INPUMEHSJICA KOPTH30HA aleTrar.
JlaHHbBIN cTepous MpHOOpeTaeT OMOJOTHYECKYI0 AaKTUBHOCTh TOJIBKO TOCHE
MpEeBpallleHHs] B AKTUBHBIA KOPTU30J MOJ JAEUCTBUEM MEYEHOUYHOIO (epMeHTa
11B-HSD Ttuna 1. B HEKOTOpBIX cilydasX JaHHbIA MEXaHU3M UMEET (PYHKIHUO-
HaJbHBIA WJIM YaCTUYHBIN €(EKT, 0COOEHHO B MEPBbIE MECSIIbI IOCTHATAIBHON
KU3HU peOeHKa, WK OOJIbIIYI0 U3BMEHUYUBOCTb, YTO CHUXAET (hapMaKoiIoruye-
ckuil 3((eKT UCIoab30BaHuUs Ipernapara, B CBSI3U C YeM HEOOXOIUM OOOCHO-
BAaHHBIN I1I0JX0J K IPUMEHEHHUIO KOPTU30HA aleTaTa.

JlnurenbHoe NPUMEHEHHUE BBICOKUX 103 MIIIOKOKOPTUKOUIOB Y HOBOPOXK-
JCHHBIX U JIETe paHHEro BO3pacTa MOXKET ObITh MPUUYUHOMN pa3BUTHUS STPOTEH-
Horo cuHapoma Mnenko—KymuHra, 11 KOTOporo XapakTepHO CHUKEHUE CKO-
pocTu pocta pebeHKa, pa3BUTHE OXXHUPEHUS, apTepUaIbHOW T'HMIEPTEH3HUH,
MOSIBJIICHWE TUTMEHTUPOBAHHBIX CTPUN U OCTEOTIEHUH/OCTEOOpO3a.

[Tpu 1r060i1 popme CUHAPOMA SIEKTPOJIUTHBIX HAPYLIEHUH [TOKa3aHa Te-
panusi MUHEpanokopTukonaamu. IIpenaparom BeIOOpa ¢ MOMEHTa YCTaHOBJIE-
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HUS JUarHo3a B MEPUOJIE HOBOPOXIACHHOCTH ABISIETCA 9o-(PiryopokopTH3o
(baynpokopTu3oHa anerar) ajis npuema BHyTpb. OOBIUHO CyTOUYHAs J103a Mpe-
rnapata y HOBOPOXICHHBIX M JeTed TMEepBOrO ToJa JKU3HU COCTaBIIsET
0,1-0,3 mr (10 0,4 Mr) B 3aBUCUMOCTH OT YPOBHS 3JIEKTPOJIUTOB. MHOTHE CIie-
[IUAKCTBl PEKOMEHIYIOT JOMOJHUTENIBHO J1aBaTh peOEHKY IpYJIHOTO BO3pacTta
pacTtBop moBapeHHoi conu (13 r/cyT mmu 0,3 /KT Macchl Tea; Mo /s 9. JI. Co-
JIM, paCTBOPEHHOM B cMecH). Y cTapimx JieTeil moTpeOHOCTh B MUHEPAIOKOP-
TUKOMJaX HECKOJbKO HIKE, oHa coctaBiser 0,05—0,15 mr/cyT (Ha 2 npuema).
J103y MUHEPAIOKOPTUKOUIOB MOAOUPAIOT 10 aKTUBHOCTH PEHUHA B IUIa3Me H
YPOBHIO apTEPUATILHOTO J1aBJICHUSI.

Komnencanusi cuHipomMa 3JeKTPOJIUTHBIX HApyIICHUH BO3MOXHA 32 CUET
BHYTPUBEHHOUN MH(Y3UH COJIEBBIX PACTBOPOB U MUHEPATOKOPTUKOUIHOTO JICH-
CTBUSI CaMOT0 THAPOKOpTHU30HA (20 MI' TUAPOKOPTU30HA NPU €r0 BHYTPUBEH-
HOM BBEJICHUM NPUOIM3UTENbHO 3kBUBaieHTHO 0,1 mr 9a-duyopokoptuzona).
Kak npaBumo, crycts KOpoTKOe BpeMs Mociie Havayia JICUeHUs] BO3MOXKHO Ha-
3HAYCHUE MUHEPATIOKOPTUKOUJIOB JIJIsl TpUEMa BHYTPb.

CHUHJIPOM HOBOPOXJIEHHOI'O OT MATEPH
C CAXAPHBIM JIUABETOM

CaxapHblii 1nadeT MaTepu M U3MEHEHHS B OPraHu3Me IJ10a

CJl mpenpacrionaraeT K BbICOKOH MAaTepUHCKOW U MEpHHATAILHON 3200-
neBaeMocTu u cMepTHocTH. CornmacHo 00001eHHbIM JaHHbBIM, yacToTa C/ cpe-
u OepeMeHHBIX cocTaBisieT 3—4 %. B To jxe BpeMs TOJIBKO B OJTHOM CITy4ae U3
nsati Cl oTMedancs y >KeHIUHBI 0 HACTYIUIEHUsS OEpEMEHHOCTH. Y OCTallb-
HBIX MAIMEHTOK CHU>KEHUE TOJIEPAHTHOCTH K TJIFOKO3€E CBS3aHO C MEPECTPONKOM
SHAOKPHUHHOW CHCTEMBI BO BpeMsi OEpEMEHHOCTH. DTH cily4au OO03HayaroT
TEPMUHOM «TecTalMOHHbIA caxapHblid auader» (I'CH). Ilpu sTOoM cKpbITas
dbopma ['C]] BcTpeuaetcs B 3 pasa yariie, 4eM MaHU(eCTHasl, TO3TOMY BO BpeMs
o6epemennoctu C/] He Bceraa 1uarHocTUpyeTcsl.

@akropamu pucka pazsutus ['CJl SBsAIOTCA: HApyLIEHUE TOIEPAHTHOCTH
K IJIIOKO3€ B TE€UEHME MPEIIECTBYIONIEH 0epeMEeHHOCTH, POAbl KPYIHBIM ILIO-
noMm (6omnee 4000 1) B aHamMHe3e, MEPTBOPOKJICHUE B aHAMHE3€, HEU3BECTHAs
MIPUYMHA CMEPTU HOBOPOXKIEHHOIO B aHAMHE3€, YKa3aHUE Ha BPOKICHHBIE T10-
POKH Pa3BUTHUS IUI0JIa, HEJOHOIIEHHOCTh B aHAMHE3€, MHOTOBOJUE, XPOHUYE-
CKasl TUTIEPTEH3UsI Y MaTepH, TOBTOPHbIE WH(MEKITNH MOUYEBBIBOISAIIUX MMyTEH BO
BpeMsi OEpEeMEHHOCTH, OKMPECHHE MaTepH, OTATOIICHHBIM CEeMEHHBIN aHaMHE3
o CJI.

N3menennss merabonn3Ma B OpraHu3Me OEpEeMEHHOU JKEHIIUHBI 00Yy-
CJIOBJICHBI CJIETYIOLIMMU IPUUMHAMU: TOTPEOIEHUEM TIIFOKO3bI IJI0JIOM B Kayde-
CTBE OCHOBHOI'O HMCTOYHMKA €ro MHUTaHMs, YCKOPEHHEM paclajia >KHUpPOB CO
CKJIOHHOCTBIO K KETOAIlMJ103y, HHCYJIMHOPE3UCTEHTHOCTHIO BCIIEJCTBUE TOBBI-
IIEHUS B KPOBU MOTECHIMAIBHO AUAOETOTCHHBIX (KOHTPUHCYJISIPHBIX) TOPMOHOB
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(TU1aLleHTapHOr 0 JIAKTOreHa, KopTu3oia). [IporecTepoH U 3cTpOreHbl BhI3bIBAIOT
TUNEPIUIAa3HI0 B-KIETOK MOJKETYTOYHOM »Kele3bl M MOBBIMIAIOT CEKPEIUIO
TJIFOKO3BI, YTO MPUBOJUT K POCTY YTHIIM3ALMH TTFOKO3bI, OTIOKEHUIO TJIUKOTE-
Ha B nepudepruuecKux TKAHSIX U CHIDKCHHUIO MPOJIYKIMH TIIOKO3bI MEUYCHBIO.
CrneactBueM 3TOro MOTYT OBITh NMEPUOJABI TUIOTIIMKEMUU, HAOII0JaeMble Ha
paHHUX CpOKax OEPEMEHHOCTH.

HauGonee BeipakeHHbIE HapYIlIEHNs OOMEHa BEIIECTB Yy MAaTepHu M IUI0Ja
HaOmogaroTcs npu uncynuH3zaBucumom Tune CJ. Y 80 % >xeHIuH ¢ HEKOM-
nencupoBaHHbIM CJ[ 6epeMEeHHOCTh MPOTEKAET C OCIOKHEHUSIMHU, TAKECTh KO-
TOPBIX 3aBUCUT OT CTETICHH KOMIICHCAITUU 3a00JIeBaHUSI.

Haubonee gacteimu ocnoxkaenusmu 6epemennoctu npu CJI aBnsrorcs:
MPEAPACIIONIOKEHHOCTh K MH(EKINSIM; CaMOMPOU3BOILHBIN BBIKUIBIII, METa-
Oosueckuil anuao3 (B TOM YKCIE C Pa3BUTUEM JHUA0ETUYECKONU KOMBI); MHOTO-
BOJIME, CBSI3aHHOE C MOJUYpPHUEH IJI0/1a U peaklue aMHUOTUYECKOH 000JI0UYKU
Ha BBICOKOE COZEp)KaHUE caxapa B BOJAX; ITO3THUM recTo3.

VY nereir ot marepeit ¢ CI| B 3—4,5 pa3a yaiie perucTpupyroTcsi BpOK-
JICHHBbIE TIOPOKHU Pa3BUTHSI TOJIOBHOTO MO3ra, BHYTPEHHUX OPraHOB M KOHEYHO-
creil. CyIleCTBEHHO MOBBIIIAETCS PUCK MEPTBOPOKIEHUS U OTMEUYAETCS BBICO-
Kasi 4acToTa TpaBMaTWU3alMHd NPU E€CTECTBEHHBIX pOJAX U3-3a POXKACHUS
KPYIHBIX IUIOA0B. B HEoHAaTalbHOM MepUOe BBISBIAIOTCS HApYIICHHUS (DYyHK-
M MHOTHUX OPraHoB, OOyCJOBJICHHbIE (DEPMEHTATUBHON HE3pelocThio. Tak
KaK peaKkTHBHAs TUIEPUHCYJIMHEMHS IIoAa OJIOKUPYET aKTUBHUPYIOIIEE BIIMS-
HUE KOPTHU30Jla Ha cO3peBaHue (PEepMEHTOB, YUacCTBYIOIIUX B cUHTE3e (ocdo-
JIUTIAJIOB B KJIETKAX aJIbBEOJISIPHOTO SMUTENHS, OTMEUAETCSI CHUKEHUE TTPOTYK-
U cyphakTaHTa W YBEIMYEHUE YAaCTOTHI PA3BUTHS CHHIPOMA JhIXaTEIbHBIX
paccTpoicTB (IpUMEPHO B 6 pa3 yaille, 4YeM y JeTel TaKOro e reCTallMOHHOTO
BO3pacTa).

Knaccnpuxanus

Cornacao MKb-10, BeIAesIOT:

— P70.0 CunapoM HOBOPOKJIEHHOTO OT MAaT€pH C FeCTAIIMOHHBIM JUa-
oeToM;

— P70.1 Cungpom HOBOPOXAEHHOTO OT MATEPH, CTpAAArolIeH caxap-
HBIM JUa0ETOM.

B 3aBHCHMMOCTH OT T'€CTallMOHHOI'O BO3pacTa, C KOTOPOro HA4yajoCh IO-
BpeX/aroliee JeicTerue MeTabonnueckux (pakTopoB Ha OpraHU3M IUIOAA MpU
CI, u xapakrtepa KIMHUYECKHX NPOSBICHUN NPHU POXKICHUU TPATALMOHHO
OPUHATO BBLACNATH JBa THUMA JUAOETHYECKOTO IMOPAKEHUs: SMOPHONATHIO U
¢deTomnarwuro.

Jluabemuueckas smbpuonamusi  (3mbpuogemonamusi) — KIAHUAKO-
71a00paTOPHBIN CHUMITOMOKOMIUIEKC, Pa3BUBAIOIIMNCS y JETeH OT MaTepei,
crpagatomux CJI, u BKIIOYAONIMN, KPOME XapaKTEPHOTO BHEIIHErOo BHUJIA
00JbHOT0, 0COOCHHOCTEH paHHEeH HeOHATATbHOW aJanTaluy, TOPOKU Pa3BUTHSL.
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Jluabemuueckas gemonamusi — KIMHUKO-TA0OPATOPHBI CUMIOTOMO-
KOMIUIEKC, pa3BUBaroIuics y aereil ot mareper ¢ CJ] m He compoBOXKIaro-
LIUHCS TIOPOKAMU PA3BUTHUS.

/InadeTuveckasi sM0OpuonaTus

JTHoJNIOTHA W naToreHe3. J/[mabGeruueckas »MOpuoONaTUs Pa3BUBACTCS
IpY HAIMYUU Yy MaTepu JCKOMIICHCUPOBAHHOTO WM CyOKOMIICHCHPOBAHHOTO
auabera ¢ TSHKENBIMU COCYIMCTHIMU OCIIOKHEHUSIMU WU TSKEJION coMarude-
CKOU TAaTOJIOTUEH, MpHU JECYCHUU OEpeMEHHON MEepOopaibHBIMHU MPOTHUBOIUA0E-
TUYECKUMHU Tpenaparamu (TepaToreHHbI 3(QQeKT) wiu npu HaIUYUU Yy KEeH-
uHbl ['C/l, moTpeboBaBIiero HHCYJIMHOTEPANUH B 1-M TpUMECTpE.

B marorene3e COCTOSHMSI 3HAUUTENIbHYIO POJIb UIPAET HEIOCTATOYHOE
oOpa3oBaHUE TIUKOT€HA MPHU TUIOMHCYJIMHEMUU Y MATepU M BO3HUKAIOUIAS Y
IJI0/Ia TSKENasi TUIIOTJIMKEMUSl, IPUBOJIAIIAS K HAPYIICHHUIO TIEPBBIX (a3 nud-
(bepeHIIMPOBKU 3apOJIbIllia, YCHJICHHIO MOBPEKIAIONIET0 JIEHCTBUS THUIIOKCUU
M3-32 TIOBBIIICHUS BHEKJICTOYHOW KOHIIEHTPAIMHM TIIOTAMaTa, BBI3BIBAIOIIETO
UTOTOKCHUYECKUI 3P PexT u rudbens HeHpOHOB.

KiauHuyeckas kapTuHa. DMOpHOIATHS TTPOSBIISECTCS MHOKECTBEHHBIMU
WA W30JMPOBAHHBIMUA TTOPOKAMU Pa3BUTHSI KOCTHO-MBITIIEYHOW CHCTEMBI, Cep/I-
11a ¥ COCYJIOB, TOJIOBHOTO MO3Ta, TIOYEK, 33/ICPKKON BHYTPUYTPOOHOTO pa3BUTHSI.
Haunbosnee yacTpie KITMHUYECKHE TIPOSBICHHUS CICAYIOINE: CHHAPOM KaynaabHON
perpeccuu (THIIOIIIA3Usl KpecTiia, KOMYMKa, Oenep, MOSCHUYHBIX IMMO3BOHKOB),
MOPOKH Pa3BUTHSA Mo3ra (MUKpO- WM Tujpouedanus, aHdHIeanus), moyek
(amnasus moyek, yJBOCHHE MOYETOYHUKOB), MOPOKU cep/ia (TpaHCIIO3UIUs Ma-
THCTPAJIbHBIX COCYOB, A€(PEKThl MEPETOPOIOK), 0OpATHOE PACIIONOKEHHE Opra-
HOB (situs inversus viscerum). Berpewarorest nedextsl ryObl u Msrkoro Heoa,
MUKpOPTATEMUS, TUAPOHE(HPO3, KOJTOOOMBI, ATPE3UN KUIIICYHUKA.

JAunadeTnyeckas peronarus

OtHosorusi U nmarorene3. Ilpu nekomnencarmu CJI y matepu B (eTanb-
HBIN TIEPUOJ WU TIPY HAIMYHMH Y HEe JIATEHTHOTO auadera y miozia GopMupyeTcs
nadeTnyueckasi (eTonaThsi — OCOOBI Cy4ail HEOHATAIHHOW THIOTJIMKEMUH,
Pa3BUBAIOIICICS M3-32 KOMIIEHCATOPHOTO THUTIEPUHCYIMHM3MA peOeHka. OHa BbI-
SBIISIETCS y OOJIBIIIMHCTBA HOBOPOKICHHBIX, MATEPHU KOTOPBIX OOJIHHBI THA0ETOM.

Kiannnuyeckas kaptuna. B Hacrosiee Bpems BBIICISIOT BE KIMHAYE-
ckue ¢popMbl: runepTpoduueckyio (y %3 IeTeil) U TUMoImIacTHIecKyto (y ¥3).

HoBoposxaeHnsle, cTpanaronme eunepmpoguueckoi gopmoii deromna-
TUHU, UMEIOT OOJBIIYI0 Maccy Teja Mpu poXAeHWH. Macca MiIaneHTsl U MyTo-
BUHBI yBeIHUEHA. XapaKTEepPHBI OONbBIINE pa3Mephl TYJIOBHUIIA W3-3a BHYTPHYT-
pPOOHOTO  THUMNEPKOPTHUIM3MA, JIYHOOOpa3HOE JIUI0, OarpoBO-CHHIOIIHBIC
KOKHBIE TIOKPOBBI, TUTIEPTPUX03, OTEKH HAa HOTrax W mosicHuIe. OTMEYaroTCs
yBEJIMUEHHBIC pa3Mephl Cep/lia, MEUeHU, HAMOYCYHHUKOB, HO WX (PYHKIIHO-
HaJIbHAs aKTHUBHOCTh CHMKEHA. Y HEKOTOPBIX JIETEH pa3BUBACTCS CepeqHas
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HEJIOCTATOYHOCTh I10 JICBO- WM MPABOKEITYI0YKOBOMY THUITY, TUIIEpOUIUPYOU-
HEMMSI, COCYJIUCTasi HEJOCTATOYHOCTh KaK MPOSIBICHUSA (PYHKIIMOHAJIBHOU He-
3peNIOCTU COOTBETCTBYIOIINX OPTaHOB.

B nepBbie yackl )XKU3HU y JeTell ¢ quabeThuecKkoi ¢eromarneil orMeva-
IOTCSI HEBPOJIOTUYECKUE HAPYIICHUS, CHUKEHHUE MBIIIEYHOIO TOHYCA, YTHETE-
HUE COCATEJNIBHOTO M APYTUX (PU3MOJOTHYECKUX pedIIeKCOB, YTO OTpa)KaeT 3a-
nepxkky mophodyukuronansHoro cospeanust [IHC. Yepes HekoTopoe Bpems
cuaapom yraerenusi [IHC cmensiercs cuuapoMom rurnepBo30yauMoctu. Tu-
MAYHBIE MPOSBJICHUS B PAHHUI HEOHATAJIbHBIA NIEPUOJ CIAEAYIOUIUE: TaXUITHO),
OJIBIIIKA, MPUCTYIBl amHO3, TUMNOMNIHKEeMHs. [IpUunHON TaxXWMHO? ABISETCS
CUHJIPOM [IbIXaTEJIbHBIX PACCTPOUCTB, MOJULIUTEMUS, KapAuONaTus U MeTado-
JIMYECKUE PACCTPOUCTBA.

[IpuunHa MakpoCOMUU IJI0AA — TUIEPUHCYJIMHU3M, BO3HUKAIOMIUA U3-
32 U30BITOYHOrO MOCTYIUICHHUS] OT MaTEpHu 4epe3 IJIALCHTY TJIIOKO3bl. Y Tuiojia
pa3BUBAETCs M30BITOYHBIM MOAKOKHO-XKUPOBOM CIION C HAKOILJICHUEM KHpa U
TJIMKOT€Ha, YCKOpsieTcsl cuHTe3 OenkoB. Kpome Toro, orMedaercs TUNEpIpo-
OYKIHUsT COMATOTPOINMHA IUIOJOM UM CTUMYJSIUS  ero  runoduzapHo-
HAJIIOYEYHUKOBOW CUCTEMBI C Pa3BUTHEM THIEPKOPTUIU3MA.

HoBopoxaenusie ¢ eunoniacmuueckoi GopMolt (peronatuu xapakTepu-
3YIOTCSI 33JIEPKKOM BHYTPUYTPOOHOTO pa3BUTHSL, HEOOIBIION MAacCON U JUTMHOU
TeJa MPU POXKJICHUH, MAJIBIMH pa3MepaMH IUIALIEHThI U TSHKEJIBIMA CUMIITOMaMHU
BHYTPUYTPOOHOUN M MHTPAaHATAIBHON aC(UKCHUH.

Uepes 1-2 4 mocne poxaeHUs y peOCHKa OTMEUAETCsl COIEpKAHUE TITFO-
KO3bI B KPOBU HUXE 2,2 MMOJIB/J (B TIEPBBIE TPOE CYTOK >KH3HU YPOBEHB TIIO-
K036l MeHee 1,39—1,67 MMOIIB/11, a B TTOCHIEIYIONTNE CYTKA OH COCTaBisieT 1,94—
2,22 mmonb/1). [lepBriMEU KIMHUYECKUMU MPOSIBICHUSMA TUTTOTITUKEMHUH MOTYT
OBITH CyJIOpPOTH, IJ1a3Hasi CUMIITOMATHKA (CHMXKEHHE TOHYCa TJIa3HBIX MBbIIIILI,
«TUTABAIOIIMEY TJIa3HbIE sI0JIOKU, HUCTArM), OJIEIHOCTh, TOTJIMBOCTh, TAXUITHOD,
TaxuKapaus, IpoKaHUe, CPHITUBAHUS, OBICTPO CMEHSIONIINECS BJIOCTHIO, ama-
THUEU, MBILLICYHOM TMIIOTOHUEN, IPUCTYIIAMU alTHO3, TUIIOTEPMUEH.

et ¢ nuabetnyeckoi eromnarreil 3HaUUTEIbHO TEPSIOT NIEPBOHAYAIb-
HYI0 Maccy U MEIUIEHHO €€ BOCCTAHABJIMBAIOT, Y HUX UMEETCS CKIOHHOCTh K
Pa3BUTHIO TUIMOKAIbIIMEMUH, TUIIOMAarHUEMHUH, MOJUIUTEMUU, TPOMOO3y IIO-
YEYHBIX COCYZOB M Pa3BUTHIO MH(PEKIIMOHHBIX 3a0oneBanuii. [IposBnenus de-
TONATUU OOpPATUMBI Y HOBOPOXKIACHHBIX, HE UMEIOIINX BPOXKIECHHBIX MOPOKOB.
K 2—3 mec. xu3HU OOBIYHO MATOJIOTHUYECKUE CUMIITOMBI HCYE3al0T.

JuarnocTuka. [Ipu AuarHocTuke y4uTHIBAIOT JAaHHbIE aHAMHE3a, KIIH-
HUYECKUE MPOSIBICHUSA (MaKpOCOMHUSI, PA3BUTHUE THMIIOTJIMKEMUU B IEPBbIC 2 4
MOCJI€ POXKJCHUS, HAPYIICHUS paHHEW HEOHATalbHOM ajanTallud, MOPOKU pa3-
ButHs) (pui. 3). B kauecTBe MOMOJHUTEIBHBIX METOJ0B 00CIEAOBAHUS MOTYT
OBITh UCTIOJIb30BAHBI:

— 001U aHaIu3 KPOBH (TOJIMITUTEMUS );
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— OMOXUMMUYECKUN aHadu3 KpOBH (THUMOTJIUKEMUSI, TUNIEPOUIUpPYyOUHE-
MUSI, BO3MOYKHBI TUTIOKAJIbLEMUS U TUTIOMAarHueMusl);

— KOC xpoBu (MeTaboanyeckuii anuao3);

— OmnpeneseHUue NHCYJINHA;

— Y3U opranoB OproniHoi mojaoctu (METO ] MO3BOJISIET BHISIBUTH YBEIU-
YeHHE pa3MEPOB BHYTPEHHUX OPTAHOB U MOPOKH Pa3BUTHS);

— OKI" u Dx0KI" (BO3MOXHBI BPOXKJICHHBIE MMOPOKU CEPJIla U Kapauo-
naTus);

— PEHTICHOJIOTHYECKOE HCCIeoBaHUE (IPYJHON KIIETKH IPU CHHIPOME
IBIXaTEJIbHBIX PACCTPOMCTB, CKEIIETA).

Y HOBOPOXAEHHOIO LEIECO00Pa3HO HMCCIENIOBATh YPOBEHb IIFOKO3bI B
KkpoBHu uepe3 30—60 MUH nociie poKACHUS, 3aTEM B TEYEHUE NEPBBIX 3 CYT KaXK-
nbie 3—4 4, nanee 10 6-ro nHs 1 pa3 B CyT nepea KOPMIICHUEM.

JAudpepeHunaibHblid TUATHO3 IPOBOJAT € FalaKTO3EMUEH, ITIMKOTE€HO-
3aMH, HAJIMOYEYHUKOBOW HEJOCTATOYHOCTHIO, TMIIO- W TUIEPTHPEO30M, BTO-
PUYHBIMU THUIOTJIMKEMUSIMU (TPU TUIOKCUU, alUio03e, TUMOTEPMUU, MEepUHA-
tansHOM nopaxenuu [THC, cencuce, HeJOHOIIEHHOCTH U JIp.).

JleyeHne Takux MalMEHTOB BKIOYAET HECKOJIBKO ATanoB. OHO HarpasJe-
HO Ha KOPPEKIUIO TUIOTJIMKEMUHU, APYTUX METa00IMUYECKUX PacCTPONCTB, HOP-
MaJIM3aIU0 MUKPOLIMPKYIISIIMK U Tpodudeckux mpoueccos B [THC.

OnHO uX ycloBUH — co37jaHle KOM(POPTHOro pexxuma (TeMneparypHas
noanepxka). HoBopoxknenusie ot marepeit ¢ CJI HaOmrogaroTcs Kak HEIOHO-
IICHHbIE JIETU U3-3a UX (PYHKUIMOHAJIBbHON HE3penocTu (He3aBUCHMO OT MAacCChI
tena). OHM MOMEATCa M0 UCTOYHUK JIYYUCTOrO TEIIa U 3aT€M B KYBE3 C
J03UPOBAHHOM MToAauel kuciiopoaa u remneparypoi 33—34 °C na 1-2 cyr.

Ecnu mo3BoisieT cOCTOSIHUE HOBOPOXKJIEHHOT'O, TO IEPBOE MPUKIIA]IbIBA-
HUE K TPyAH NPOBOAAT B poAuSIbHOM 3aiie. [lanee kaxabie 2—2,5 4 6€3 HOUHOTO
nepepbiBa peOeHKa KOPMST CUEKEHHBIM MOJIOKOM WJIM MPUKIAIBIBAIOT K TPYAH.
Ecnu cocarenbHblil pediieKc CHUKEH WM OTCYTCTBYET, TO Yepe3 30HJ BBOIST
5%-HbIll pacTBOp TIIOKO3bI U3 pacyeta 8—10 mr/kr/mun (9,6—12 mi/kr/4) unu
CLEXKEHHOE IPYIHOE MOJIOKO.

Meouxkamenmosnoe nevenue. llapeHTepalbHOE BBEJECHUE PACTBOPOB
TJIFOKO3bI TPAJUIIMOHHO 00CYIAI0T NMPU YPOBHE TITUKEMHH 2,2 MMOJIB/JI U HH-
xe. [Ipu rimmkemMun KpoBH 2,6 MMOJIB/J, HO HATUYUH KIMHUYECKUX CUMIITOMOB
TUINIOTJIMKEMUH TaKXKe MOKAa3aHO MapEeHTEepalibHOE BBEACHUE IpenapaToB TIIkO-
KO3bl. Eclln ypoBeHb INIMKeMHUHU HIDKE 2,2 MMOJIB/JI, TO BBOJAT 10%-HbIN pac-
TBOP TJIFOKO3BI IO creayromieit cxeme: 0,2 T/Kr/MuH (CO CKOPOCTBIO 2 MJI B Te-
yeHue | MUH) BHYTPUBEHHO CTPYiTHO, a 3aTeM 6—8 mr/kr/muH (3,6—4,8 Mi/kr/9)
BHYTPUBEHHO KamneJbHO. MaKkcUMallbHbIN 00beM HH(Y3HMOHHOTO pacTBopa riro-
k03bl — 80 Mu/kr/cyT. Jis BHyTpUBEHHBIX UH(Y3U HOBOPOXKJIEHHBIM Maccou
tena 6osee 1000 r ucnonb3ytot 10%-HbII pacTBOp TIJIFOKO3bI, MACCOU Tejla Me-
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Hee 1000 r — 5%-Hb1i pacTBOp MIHOKO3bl. KOHLIEHTPALMIO TJIIOKO3bI B KPOBU
MOJAJIEPKUBAIOT B UHTEpBaJe 4,4—8,9 MMoJIb/11.

Psin nccnenoBareneil mpuUBOIAT APYTYIO CXEMY KOPPEKIMH TMIOTIIUKEMUU.
[Ipu runornukemun mMenee 1,65 MMOJB/I HAYMHAIOT JIEYEHHE C BHYTPUBEHHOIO
BBezieHns 20%-Horo pactBopa rimoko3sl no 2—4 m/kr (0,4-0,8 r/kr) co ckopo-
CThIO | MJI/MHMH C TOCJEIYIOIIMM MEPEXOJOM Ha MOCTOSHHYI0 MHPY3uo 10%-
HOTO pacTBOpa IJIFOKO3bI M3 pacdyera 80 MII/KT/CyT cO CKOpPOCThIO 2,4—4,8 MI/KI/4
(6—8 mr/kr/mun). JlaHHBIH cIOCO0 KOPPEKIIMU TUTIOTIIMKEMHUH OTIACeH Pa3BUTHEM
TUTIEPTIIUKEMHH, YTO TpeOyeT 0053aTeIbHOTO MOHUTOPHUPOBAHUSL.

Eciu na ¢QoHe BBemeHus TIOKO3bI (CKOpOCTh BBeneHus 12-16
MT/KT/MWH) TUTIOTJIMKEMUS HE JIMKBUIMPOBaHA B TEUCHHE 6 U, TO IeIecoo0pas-
HO Ha3HAYEHHUE MPENapaToB, CIOCOOCTBYIOUIUX MMOBBIIEHUIO YPOBHS TITHOKO3bI
B KPOBH, T. €. aHTaArOHUCTOB MHCYJIHHA. Kpome MeTadoInMuecKoro aHTaroHUCTa
WHCYJIMHA — TJIIOKO3bl, HEOOXOJIMMO BBOJAMTH T'OPMOHAJIbHbIE AHTArOHUCTHI.
[IpenapaTrom BbIOOpa siBisieTcs: TiirokaroH (0,1 MI/Kr BHYTPUMBIIIEYHO, BHYT-
PUBEHHO, MOJKOKHO WJIM TUTpOBaHUE co cKopocTh 0,2 Mr/kr/muH). 1 ¢uakon
coep kT 1 Mr rimrokarona. KpaTHocTh BBEIGHUS OINPEAEIAETCS YPOBHEM IUIH-
KEMUH, IOBTOPHOE BBEJICHHE ITpenapaTa Bo3MoxHO yepe3 20 muH. IIpu ero ot-
CYTCTBUM WJIM NPU COYETAHHOM BBISABICHUN CUMIITOMOB TMIOKOPTHIM3Ma Ha-
3HAYalOT TUJPOKOPTU30H B j03e 5—-10 Mr/kr/cyT 3a [Ba mnpuema WIH
MPEIHU30JI0H — 2—3 MI/KI/CYT O CTaOUIIN3allud COCTOSTHUSI.

Xupypeuueckoe neuenue NPOBOIAT MO MOKA3aHUSAM MAIlUEHTaM C IMOPO-
KaMU pa3BUTHSL.

IIporuno3. JletaibHOCTh Cpeii HOBOPOXKIEHHBIX C NTUAOETHUYECKOU SM-
OpuoderonaTueit B 2—5 pa3 MpeBBILIACT CMEPTEIbHBIE UCXOJbI JIETEH, POAUB-
IIMXCS y 340POBBIX XEHIIUH. Y '/5—/4 NAUEHTOB B JAJIbHEUILIEM BBISABISIOTCS
HeBpoJiornueckue HapyueHus: (u3 mux y 3 % — UL, snunencus, cyaopox-
HBI CHUHJIpOM). Y MOJOBUHBI J€TEH MUMEITCA (PYHKIIMOHAIBHbBIE OTKJIOHEHUS
CO CTOPOHBI CEPACUHO-COCYAUCTON CUCTEMBI, Y TPETH — HAPYIIECHUS yTIEBOA-
HOro oOMeHa (BeposiTHOCTh UHCyMH3aBucumoro CJl y nereit B mocienyrouem
cocTaBisietT 2 %).

Ipopuaakruka. CBOEBpeMEHHOE U AJEKBAaTHOE JICUCHHE OEPEeMEHHBIX
PE3KO YMEHBIIAET YaCTOTy OCJI0KHEHUW M YBEIIMYHMBAET BEPOSITHOCTH POXKIE-
HUS 30pOBOTO pedenka 10 97-98 %. 3a 612 mec. 10 HacTyIieHUs OepeMeH-
HOCTU HEOOXOJMMO KOMIIEHCUPOBaTh HHCYIMHO3aBUcUMbIi C/] mogbopom kop-
PEKTHOM J103bI WMHCYJIMHA W JHeTOor. B TeueHme Bcell OEpeMEHHOCTH BaKCH
KOHTpPOJIb YpOBHEH riukeMun. Ocoboe 3HaYeHUe 3TO UMEET B IIEPBOM TPUMET-
pe GepeMeHHOCTH (MPOQHUIAKTHKA MOPOKOB PA3BUTHS) U Tocie 26—28-if Hen.
(mpenoTBpallleHre MAaKpOCOMUHU U TUIIOTJIMKEMHUHU Y HOBOPOXKIEHHOT0). OTMEHA
nepopaibHbIX MpoTHBOAMa0eTHYecKux npenaparoB npu CJI 2-ro tuna u npu-
MEHEHHE OMOCHHTETUYECKUX MPENapaToB MHCYJIMHA TAK)KE CHUKAIOT YaCTOTY
MOPOKOB Pa3BUTHS.
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TECTBI

YkaxuTe OMH NPABWIbHbIN OTBET.

1. 3auaTok LI[DK Bo3HMKaeT BO BHYTPUYTPOOHOM NEPUOJIE B BO3PACTE:
a) 1-2 men.;
0) 3-4 nen.;
B) 56 Hex.;
r) 7-8 Hex.
2. ®etanbHasg Kopa HAAMOYEUYHUKOB MOJIBEpraeTcs (PU3noI0ru4ecKkoii pe-
30pO1UH:
a) Ha 3-M MecC. BHYTPUYTPOOHOM! KU3HH;
0) Ha 6-M MecC. BHYTpUYTPOOHOM KU3HU;
B) Y HOBOPOXICHHOTO.

3. AHTUANYPETUYECKUM IT'OPMOHOM Ha3bIBAETCS:
a) Ba30IMPECCHH;
0) aJbJIOCTEPOH;
B) ITTT.

4. Ilpy runoriIMKeMU HOBOPOXKIEHHBIX HAOIIOAAKOTCS:
a) TPEMOP PYK M MOAO0POIKA, CHIYKEHUE MBIIIIEYHOTO TOHYCA, CyI0POT'H;
0) BSJIOCTh, CyXasl KOXa M CyXH€ CIM3UCThIC, AblXxaHue Ttumna YeiHa—
Crokca, 3amax aneToHa u30 pTa;
B) TpeMOp pyK M Moa0OpojKa, 3amax aleToHa M30 pTa, cyXas KoXa U
CYXHUE CIIM3UCTHIE.

5. Bce HOBOpoOkAeHHBIE, poauBInecs ¢ Maccoit 6omee 4000 r, Hy ) Aar0T-
csl B AMHAMUYECKOM HaOJIIOICHUH 32 YPOBHEM B CHIBOPOTKE KPOBH:
a) TJIFOKO3BI;
0) xamus;
B) HaTpu,
1) KaJbLIHsl.
6. [lokazaHueM K HampaBJICHUIO HAa IUTOT€HETUYECKOE HCCIIEAOBAHHE
SBIISIETCSL:
a) BBICOKHH pOCT;
0) BpPOXKJIEHHBIN TTOPOK CEP/IIa;
B) renaToMeranus;
T') TUIIOTEHUTAIIN3M.

7. MuenuHu3zanus MpOBOJHUKOBON HEPBHOW CHCTEMBI Y HOBOPOXKICH-
HBIX 3aBUCUT OT MOP(POPYHKITMOHATBHON 3PETIOCTH:
a) runodusa;
0) HaIMOYEYHUKOB;
B) BUJIOUKOBOM JKEJIE3bI;

r) K.
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8. IIcnxOMOTOPHOE pa3BUTHE NPU TUIIOTUPEO3E:
a) 3aMeJIeTCS;
0) HE U3MEHSIETCS;
B) YCKOpPSIETCA.

9. IIpn nepBuuHOM runotupeose yposenb 111 B kpoBu:
a) TIOBBIIIICH,;
0) HE U3MEHEH;
B) CHIDKEH.

10. ITpu runotupeo3e HOBOPOKICHHBIX MPOLIECCH KOHBIOTAIUN OUITU-
pyOuHa:
a) 3aMeJISIOTCS,
0) HE U3MEHSIOTCS;
B) YCKOPSIIOTCSI.

11. Kiimanyeckue CMMNOTOMBI, MO3BOJSIONIME 3al0J03PUTh THIIOTHUPEO3
IIPU POXKACHUH, CIAEAYIOIINE:
a) CyXOCTb KOKH, MBIIII€YHAsi TUTIOTOHUS, CKIIOHHOCTb K 3allopam;
0) Makporyioccusi, HU3Ku# rojioc, Opaaukapaus;
B) 3aTSHYBILASACS KEJNTYXa;
r) crienu(PUUecKuX CUMIITOMOB MIPH POXKACHUH HE CYIIECTBYET.

12. MUccnenoBanue conepkanus TUPEOUAHbIX TOpMOHOB U TTI y HOBO-
POXKJICHHBIX JUIs BbIsiBieHUs BT cieayetr mpoBOauTh HE paHee OJHOTO U3 yKa-
3aHHBIX CPOKOB:

a) 5 4 )KU3HM;
0) 2-X CYT KU3HHU;
B) 3—5-T0 JIHS )XU3HHU;
r) 7-10-ro nHs )XU3HH;
n) 3—4-ii Hen.
13. OnTumanbHBIN CPOK HavYaIa 3aMECTUTENBHOM Tepanuu npu Bl
a) 10 14 nHeu XU3HU;
0) 1o 1 mec. Xu3HH;
B) J10 2 MeC. KU3HH;
1) 10 3 MEC. )KU3HHU.

14. HauanpHast 1032 TUPOKCHHA MJI1 JOHOIIEHHOTO HOBOPOXKIEHHOIO C

TUIIOTUPE030M COCTABIISCT:
a) 3—7 MKI/KI/CyT;
0) 10—15 Mxr/kr/cyT;
B) 40—50 MKI/Kr/CyT;
r) 50-100 MKr/Kr/cyT;
1) 100—125 mxr/kr/cyT.

15. 3amectutenbHas Tepanusi TAPOKCUHOM MPU CKPUHUHTE B POJIOME Ha
BI'" maznauaercs npu ypoae TTT:
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a) 1o 20 mxEJ1/m;
0) 20-50 mxE]Jl/mu;
B) 6osiee 50—100 mxEJl/m.

16. XapakTepHble U3MEHEHUS OMOXMMUYECKHX TOKa3aTeled KPOBH TMPHU
TUIIONAPATUPEO3E CIIETYIOUIHE:
a) TUNIEPKaJIbLUEMUS;
0) TUNOKaJIbIUEMUS;
B) runodocdaremus;
r) Boicokuid yposenb I1TT.

17. OCcHOBHBIM 3BE€HOM JHa0ETUYEKOHN (heTonmaTHu HOBOPOXKIACHHOTO SIB-
JsIeTCS:
a) TUMEPTINKEMUS;
0) runepruiasus B-KJIETOK MOIKETyI0YHOM Kele3bl KIETOK MII0Aa;
B) TUMOIUIA3Usl B-KJIETOK MOKEITYJOUHON JKeJe3bl KJIETOK TUI0/1a;
T') yCUJICHHE 00pa30oBaHus TJIMKOTEHA y TUIO/A;
1) U30BITOYHOE 00pPA30BAHKE U OTJIOKEHUE KHUPa y TIIOAA.

18. Ilpu nuabetnyeckoil peronaTuu CoAepKaHHUE TIIIOKO3bI B KPOBU pe-
OeHKa yepe3 2 4 [ociie pOxKICHUS:
a) CHHJKEHO;
0) COOTBETCTBYET HOPME;
B) MOBBILIEHO.

19. CynopokHbIil CHHIPOM y HOBOPOXKACHHBIX OT Marepel ¢ C/] naunbo-
Jiee 4acTO BbI3bIBAIOT:
a) acuKCHs U POJIOBasi TPAaBMa;
0) nopoku paszsutus LHHC;
B) TMIIOTJIMKEMHUS U THIIOKAJIbIIUEMUS;
T') TUIIEpOUIUPYOUHEMUSI.

20. Bce popMbl mopakeHHsI HAAMOUYEYHUKOB UMEIOT CIAEAYIOIUNA 0OIIniA
KJIIMHUYECKUN CUMIITOM:
a) MBIIIEYHBIN TUTIEPTOHYC;
0) MBILLIEYHYIO TUTIOTOHUIO;
B) 3PUTPOAECPMHUIO;
I') YY4aCTKH JCTTUTMEHTAIINN Ha KOXKe.
21. YpoBeHb Kanus B CBIBOPOTKE KPOBH IIPHU HAIIOYEUYHUKOBOW HEAOCTA-
TOYHOCTH:
a) YMEHBIIIAeTCH,
0) HE U3MEHSETCS;
B) MOBBIIIAETCA.

22. Ilpu cungpome Yorepxayca—DpuiepukceHa B HaIOYeYHUKaX 00Ha-
PYKUBAIOT:
a) TyOepKyes;
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0) KpOBOU3IUSHUE B KOPY HAIMIOYEUHHUKOB,;
B) TUIEPILIA3UIO MMyYKOBOW 30HBI KOPHI HAATIOYEYHUKOB;
') aTpo(puI0 KOPbI HAIMOYEUHHUKOB.

23. Ilpu uH(pY3UOHHON TEepanmuu OCTPON HEIOCTATOYHOCTH KOPHI HAJIO-
YEYHHKOB UCIOJIb3YIOTCS BCE NIEPEUHCICHHBIE PACTBOPBI, KPOME CIIEIYIOLIEIrO:
a) 0,9%-Hbli pacTBOP HATPUS XJIOPHUA;
0) 10%-HbIi pacTBOP TIIFOKO3bI;
B) CBEKE3aMOPOKECHHAS IJ1a3Ma;
r) 7,5%-HbI{ pacTBOp Kajus XJIOpHUAA.

24. [TatoMop(OIOTUYECKUM MPU3HAKOM aIPEHOTCHUTAIFHOTO CHHAPOMA
SABJISIETCSA:
a) TUIOIUIAa3Usl KOPbI HAJIIIOYEYHUKOB;
0) runepuia3usi KOpbl HaJMOYEYHUKOB;
B) aJICHOMATO3 HA\IIOYEYHHUKOB;
I') KPOBOU3JIUSHUE B HAATIOYEUHUKH.

25. BpoxaeHHas rurepIuiazusi KOpbl HaAIIOYE€YHUKOB:
a) yauie BCTPEYaeTcs y MalbUyrKOB;
0) yare BcTpeuyaercs y JeBOYEK;
B) BCTpeUYaeTcs ¢ OJAMHAKOBOM YaCTOTOM y MaIbUMKOB U Y JI€BOYEK;
) cosbTepsamonias popma aipeHOTeHUTAILHOTO CHHAPOMA BCTPEYAETCS
TOJIBKO y JI€BOYEK.

26. Y nerei ¢ BpOXACHHOW AUCPYHKIMEH KOpPHI HAAMOYEYHUKOB OTME-
qaeTcs:
a) OIepex’eHNE KOCTHOTO BO3pacTa 0 OTHOLIEHHUIO K MTaCIIOPTHOMY;
0) oTcTaBaHHE KOCTHOI'O BO3pacTa M0 OTHOLIEHHUIO K MaCIOPTHOMY;
B) HEpaBHOMEPHasl OCCU(PUKAIUS;
r) snuu3apHBIA JUCTCHES.

27. i MMarHOCTUKU BPOXKJACHHOW THUMEPIUIa3uu KOPbI HAJIMOYEUHUKOB
HEOOXOIUMBIM SIBJISIETCS OIpe/IeTICHUE CAeAYIOUIMX TOPMOHOB:
a) MIOTEUHU3UPYIOMIHHA U (POJUTHKYIOCTUMYIUPYIOUTUN TOPMOHBI;
0) 17-oxcunporecTepoH B KPOBH U 17-KETOCTEPOUIBI B MOYE;
B) MHCYJUH, C-nenTuz;
r) TTI' u TUPOKCHH.

28. deHOoKOMuUEH Kpr3a MpU CONBTEPSIIONICH (popMe alpeHOTeHUTATBLHOTO
CUHJpOMA SIBIISICTCS:
a) KHUIIeyHas HHOEKIus;
0) MUJIOPOCTEHO3;
B) TOKCHKO3 HESICHOM 3THOJIOTHH;
T') BCE MMEPEYNCIICHHBIC BAPUAHTHI.

29. Pemaromee 3Hauenue npu audhepeHmanbHON TUarHOCTUKE MEXKTY
MUJIOPOCTEHO30M U aJJPEHOTCHUTAIHHBIM CHHIPOMOM UMEET:
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a) XapakTep pBOTHI;

0) crenenb qucTpoduu;
B) CTENEHb AKCUKO34;
r) KOC.

30. IIpu conpTepsromeit GopMe BpOKICHHON TUIIEPIIA3HH KOPHI HAJIIMO-
YEYHHUKOB BBISBIISICTCS:
a) MOBBIIICHUE YPOBHS KOPTU30J1a, TUIIEPTIUKEMUS,
0) runepkajremMus, TUIMIOHATPUEMHUS], CHUKEHHE YPOBHS KOPTU30JIa;
B) YCKOPEHHOE Pa3BUTHE SJCP OKOCTEHEHHMS, TUIEPXJIOPEMHUs, THIIEP-
HATPUEMUSI.

31. B OMoXHMHUYECKOM aHAIN3€ KPOBH IPU COJbTEPSIONICH (hopmMe Bpo-
AKJICHHOW TUNEPIIa3un KOPbl HAATIOYEYHUKOB XapaAKTEPHBI:
a) TUIIOHATPUEMUSI U TUTICPKATUEMMUST;
0) ruriepHaTpUEMHS U TUIIOKAJTUEMHUS;
B) TUIIOHATPUEMHUSI ¥ TUTIEPXJIOPEMHUSI;
I') TUTIEPXJIOPEMHUS M CHUIKEHHE IIEJTOYHBIX PE3EPBOB KPOBHU.

32. InUTENbHOCTh Kypca TOPMOHAJIBHOW TEpPANMK NPU aJAPEHOTE€HUTAIIb-
HOM CHUHJAPOME CJIeAyIoLIas:
a) CPOK MPOJIOJKUTEIBHOCTH KpU3a;
0) 2 mec.;
B) 6 Mec.;
T') NOKU3HEHHO.

Ykaxure Bce NpaBUJIbHBIC OTBETLI.

33. s BI' y nereii panHero Bo3pacrta XapakTEPHBI:
a) ak30(TaabM, TaXUKAPAUs, TOBBIIICHHAS BO30YIMMOCTH;
0) rpyOsblii TOJIOC, OpaguKapaAus, afuHAMUS;
B) HM3Kas Macca Teja IpH POXKICHUM, TTOBBIILICHHBIN allleTUT, TUCTIETICHUS;
r) 60JbIIasg Macca Teja Mpu POXKIECHUH, 3aII0Pbl, BAJIOE COCAHUE.

34. Ha HeoHaTanbHBIA TPAaH3UTOPHBIA THUPEOTOKCHKO3 YKa3bIBAKOT ClIE-

OYIOLIAE CUMITOMBI:

a) )Kaxna;

0) MoBbIIIEHHE HEPBHON BO30YIMMOCTH;

B) OpajuKapaus;

') TaXUKapaus;

J) TpeMop;

€) CYXOCTb KOKHBIX TOKPOBOB;

) BJIIAJKHOCTh, TUIIEPEMUS KOKHBIX TOKPOBOB.

35. 115t HOBOPOXKJIEHHBIX ¢ TMabeTHdecKoi (heTornarreil XapakTepHbI:
a) 3a/Iep>KKa BHYTPUYTPOOHOTO Pa3BUTHS;
0) OosbIast Macca Tesna Mpu POKIACHUH;
B) IPU3HAKH 3KCUKO34;
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I') OTEUHBIH CUH]IPOM;
1) IPU3HAKHU TIEPEHOIIEHHOCTH;
) npu3Haku MOpHohyHKITMOHATHHON HE3PETOCTH.

36. Ilpu nmomo3peHun Ha KPOBOM3ZIUSHUE B HAJIMOYCUHUK HOBOPOXKICH-

HOMY HEOOXOMMO MPOBECTH 00CIIe0BaHIE, BKITIOYAIOIIEE:

a) ompeieNieHue CoIepKaHus KOPTU30J1a;

0) omnpejiesieHue KOHIICHTPAIMK HOHOB KaJIusl U HATPUS;

B) Y3 Haamo4eyHUKOB;

I') PEHTI'€HOJIOTUYECKOE UCCIIeIOBAaHNE OPIOIIHON MOJIOCTH;

1) OIIpe/ieNIeHUEe COAePKaHUs MOYEBUHBI U KPEATUHHUHA,

€) omnpeesieHne TeMaTOKPUTHOTO YUCia B TUHAMUKE;

) OIpeJIeTIEHUE SKCKpELNH 1 7-KeToCTepOonI0B.

37. JlabopaTOpHBIMHU MOKA3aTENSIMH, MOATBEPKAAIOIIMMHU TEPBUUHYIO
XPOHUYECKYIO HAJIOUYCYHUKOBYIO HEIOCTATOUYHOCTb, SIBJISIIOTCS:
a) HU3KUI YPOBEHb KOPTHU30J1a KPOBU;
0) nu3kuit ypoBenb AKTI B rutazme KpoBu;
B) BbicOkH# ypoBeHb AKTI" B miiazme kpoBu;
I') HU3KUH YPOBEHB albJOCTEPOHA;
1) BBICOKHW YPOBEHB allbJIOCTEPOHA.

38. CuMnTomsl teuiTa MUHEPATOKOPTUKOUIOB CIEAYIOIINE:
a) CpbITUBAHMS;
0) pBoTa;
B) TutOXasi mpubaBKa B Macce;
I') 0)KUPEHHE;
1) apTepuaibHasi TUIIOTOHUS;
€) apTepualibHasi THIEPTEH3US.

39. JlekapCTBEHHBIE Mpenaparsl, UCIOIb3yEMBIE ISl TEPAIUU XPOHUYE-
CKOM IEPBUYHON HAANOYEYHUKOBON HEAOCTATOUYHOCTH, CIEAYIOLIHUE:
a) IpeIHU30JIO0H,;
0) TUAPOKOPTHU30H;
B) XJIOJIUTAH,;
') KOpTUHED;
1) UHCYJIHH.

OTBETHI
l1—6;2—B;3—a;4—a;5—a;6—r1;7—r;8—a;9—a; 10 — a;
11 —1;12—8B;13—a;14—06;15—8B;16—0;17—0; 18 —a; 19 — B;
20—0;21 —B;22—06;23 —r1;24—0;25 —B;26 —a;27 —0; 28 —;
29 —1r;30—06;31 —a;32—r;33—0,1;34—0,1,10;35—0,T,¢; 36 —a,
B, k;37—a,B, 1;38—a,0,B,1;39—a,0,r.
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CUTYAIIMOHHBIE 3AJTAYH

3amaua 1

Hesouka K., 25 nueit, ot 1-i1 6epeMEHHOCTH, CPOUYHBIX POJIOB, MPOTEKAB-
mux 6e3 ocodennocteit. [lpu poxxnenun macca 3000 1, poct 51 cM. B pognome
ObUIO BBISIBJICHO HEMPABHIIbLHOE CTPOCHUE HAPYXKHBIX TeHUTANMN (runeprpodus
KIIUTOpa W OOJBIINX MOJIOBBIX T'y0), TUTIEPIIUTMEHTAIINS HAPY>KHBIX TEHUTAJIHIA.
C 3-it Hen. *KU3HU COCTOSTHUE peOeHKa yXyAUIMIOCh: KOXKHbIE TIOKPOBBI OJIE/IHbIE
C CEpOBaThIM OTTEHKOM, Typrop TKaHEW CHIKEH, HAO0/IaeTCsl MBIIICYHAs TH-
notoHus, runopeduekcus. Pedbenok cocer Bsuto. [osiBunmace pBota (oHTAHOM.
JlpixaHue NOBEpPXHOCTHOE, ociiabneHHoe. ToHbl cepaua npuriyiieHsl. KuBot
IIpY NajbHalMKi MATKHMA, Ie4eHb +2 cM. CTyn )KUAKUN OOBIYHON OKpAaCKH.

O6wuii ananus kposu. >purpountst 5,0 - 10'%/m, Hb 115 r/m1, 1eHKOLUTEL
9,5 -10°/n, s03unobus 2 %, n/aaepHsie HeHTpoduIbl 2 Y%, C/SuepHbIe Heii-
Tpoduisl 38 %, mumdonutet 50 %, MoHOIUTEI 8 Y.

buoxumuuecxkuii amnanuz xposu: oOmuin OenoK 55 T/11, XOnecTEpUH
4,7 mmonb/n, Tawoko3a 4,4 wMMoab/n, Hatpui 128,0 MMonb/n, Kamui
6,5 MMOJIB/II.

Kopmuson: 85 amons/n (Hopma 180—600 HMoOJIB/11).

Kapuomun: 46 XX.

Bonpocobr:

1. KakoB Bam nmpeAnoyioxKUTEeIbHbINA JUarHo3?

2. Ilo xakoMy THUITy HaclleqyeTCs JaHHOE 3a00JIeBaHuE?

3. Kakas nmpuumna HapymieHuss BHYTpHUYTpoOHOTO (popmMuUpOBaHUS Ha-
PY>KHBIX MOJOBBIX OPTaHOB Y J€BOYKH?

4. Yem 00ycIIOBIICHA TSXKECTh COCTOSIHUA peOeHKa Ha 3-i Hea. Mocie po-
KOeHUA?

5. Kakue kiMHHMYecKHe MNpOSBIEHUS NAHHOW MNATOJOTHMH OyAyT OTMe-
4aThCs PU HECBOEBPEMEHHOM TMArHOCTUKE?

6. KakuMu ropMoHanbHbIMU IpenapaTaMu MPOBOJMUTCS 3aMECTUTENIbHAS
Tepanus’?

7. Ilpu xakux 3a00JIeBaHUSX MOXKET OTMedaTbcsi pBoTa honTtanHom? Ilpo-
BenuTe AuddepeHInaIbHbIA TUarHos.

8. Kak ocymiectBisieTcst qucnancepHoe HabIt0IeHUEe IeTel ¢ JaHHOM Ma-
TOJIOTHUEH?

3agaua 2

Cgera K., 10 mec., oT 2-if GepeMEeHHOCTH, 2-X CPOYHBIX POJOB. [Ipu poxk-
neHun macca tena 3980 r, poct 52 cm. Y marepu BBISBIEHO 3YTUPEOUIHOE
yBenuuenue LK II crenenu, Bo Bpemsi OepeMEHHOCTH JICUEHUE TUPEOUTHBIMU
ropMoHamu He noxiyyania. [lepBas OepeMeHHOCTh OKOHUYMIIACH POKICHHUEM 3]10-
poBoro pebeHka. B meproJ HOBOPOXIAEHHOCTH Yy JIE€BOYKHM OTMEYaach M-
TEJIbHAS JKEJITYXa, MEJJIEHHAs SMUTENN3alNs IyIOYHON PAHKH; JEBOYKA cocalla
Bsu10. 13 poawnbHOro aoma BeimucaHa Ha 12-e cyT. Ha mepBom rony kusHu
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OblJ1a CKJIOHHOCTD K 3aropam, Iuioxas npudaBKa B Bece, CHUKEHUE JBUTATEIb-
HOW aKTUBHOCTH, BSJIOE cocaHue. ['0J0By Hayana AepKarb ¢ 5 MEC., CUAUT C
9 Mmec., HE XOIHT.

[Ipu moctymieHuu B CTallMOHAP COCTOsSIHME cpeAHe TsbkecTu. KoxkHbie
MOKPOBBI OJIe[HBIC, CYXHE, TYprop CHMXKEH, MbIIICYHAs] THUMOTOHUA. Bosock
peaKue, Cyxue, HOI'TH JIOMKUE. BoiabIiod poaHUYOK OTKPHIT. AYCKYJIbTaTUBHO
JbIXaHUE MPOBOAMUTCS BO BCE OTJIEIIbI, XPUIIBI HE BBICITYIIMBAIOTCSA. TOHBI cep/-
1ua npuriyuieHsl. JKUBOT yBeJIMUYEH B pa3Mmepax («ISrylmadyui» B MOJOKEHUU
Jiea Ha CIIMHE), OTMEUYAETCs pacX0XkKAEHUE ero npsmbiX Mblil. [leuens u ce-
ne3eHka He yBenuueHbl. Ctyn 1 pa3 B 3—4 ans.

Obwuti ananuz Kposu: SPUTPOLUTHI 3,8 - 10"%/7, Hb 91 r/m, LIIT 0,85, neii-
kotuThl 9,0 - 10°/1, 303unOpMIBI 1 Y%, 1/s1epHBIC HEHTPODUIBI 3 Yo, C/AaepHbBIC
ueirrpoduist 30 %, mumdorutsr 57 %, Mmonouutst 8§ %, COD 7 MM/4.

Obwuii ananuz mMo4u.: UBET KENThIH, MPO3PAYHOCTh XOPOILasi, YAEIbHBIN
Bec 1015, peakius kucnas, 6ejika HET, caxapa HET, alleTOH OTPUIIATEIICH.

Buoxumuueckuii ananuz xkposu. riawoko3a 3,2 MMOJIB/J, OCTaTOYHBIN a30T
12,0 mmonw/n, Hatpuit 132,0 MMOnB/N, Kaiuil 5 MMOJB/J, OOmMI Oenok
60,2 /11, XonectepuH 8,4 MMOJIB/J, OUITUPYyOUH 00N 7,5 MKMOJIB/JI.

Bonpocsr:

1. KakoB Bam npeanoaoKuTeIbHbIN AUarHo3?

2. Ouenute pe3yJibTaThl IPOBEICHHBIX UCCIICIOBAaHUMN.

3. Kakue nomnoaHuTenbHBIC 00CiIeI0BaHUS HEOOX0IMMO ITPOBECTH?

4. Kakast mpuynHa MOIJIa PUBECTU K PA3BUTHIO JaHHOMW MATOJIOTUN?

5. Kako#i nporao3 ncuxoMOTOPHOI'O pa3BUTHUSI peOeHKa?

6. Kakne MeTtonpl paHHEW AMArHOCTUKH MCIIOJIB3YIOTCS MPHU JAHHOM 3a-
O0oneBaHun?

7. KakoBo JieueHne aHeMuu pyu TaHHOM 3a00s1eBaHuu?

8. Kakoil u3 nabopaTopHbIX MOKa3zaTeliel sBisieTcss Haubosaee uHpopma-
THUBHBIM Yy JIETE€W C JAHHOW MATOJOTHEN?

9. Hyxnaercs i peOEHOK B TOPMOHAIILHOM Tepanuu?

10. YpoBeHb Kakoro ropMOHa MCIOIb3YETCS ISl OIIEHKU aJIeKBAaTHOCTH
3aMECTUTEJIbHON Teparnuu?

11. V Bpaueil kKakux CHEHHATBHOCTEN TOJKEH HaXOOUThCS pEOEHOK Ha
JMCITAHCEPHOM HAOJII0AeHUH ?

3agaua 3

Hesouka P., 14 nue#t, ot 1-it mepeHOEeHHON OEPEeMEHHOCTH, TPOTEKAB-
meit 6e3 ocooennoctel, 1-x poaos. IIpu poxxnenun macca 4030 r, poct 54 cwM,
OIIEHKa MO IIKane Anrap 7 0anios.

Cocrosinnie peOeHKa B TEepBbIe AHU OBUIO TsKeNbIM. OTMEHAIUCh BSI-
JocTh, runotoHus MbImI. CocaTenbHbld pediekc cHwkeH. Peduiekcer crm-
HaJBLHOTO aBTOMAaTU3Ma yrHeTeHbl. Co 2-X CyT MOSIBUJICS KEATYIIHBIM OTTEHOK
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KOXXHBIX TOKPOBOB. JKenTyxa coxpaHsuiach Bce THU NPEObIBAHUSA B POJIOME.
Hab6nroganach 0T€YHOCTh HUKHUX KOHEUHOCTEHN, IEpeIHEN OPIOITHONW CTEHKH.

B nerkux npixaHue My3puibHOE, 4acToTa AbixaHus 36 B MUH. ToHBI
cepaua MPUTITYIIEHbI, YacTOTa CEpPACYHBIX cOokpameHuii 120 ymapoB B MUH.
HabGnroganuch B3ayTHe )XHBOTA, 3aJIepKKa OTXOXKIeHUS MeKkoHus. K rpynu ae-
BOYKa IpuiiokeHa Ha 1-e cyT xku3Hu. Cocalia Bsiio, IJIOX0 MpUOaBIisiiia B Macce.
OTekn yMEHbIIMWIUCH K 3-M CyT Ku3HHU. COXpaHSIUCh TUIOTOHUSI MBIIIL U
CHUKEeHHE pedieKcoB, TeHIEHIIU K OpaguKapAuH, OCUIUIOCTb rojioca.

O6wuii ananus Kposu Ha 2-if IeHb >KU3HH: sputpouuts 5,8 - 10"/,
Hb 210 /71, neiikomuts 16,0 - 10°/1, s03uH0dmIB 2 Y, 11//1epHBIE HEHTPOPH-
ae1 11 %, c/saepubie HeiTpodumnst 57 %, mumdouutst 24 %, MOHOUUTHI 6 %.

Buoxumuuecxuii ananuz kposu Ha 2-i IeHb KU3HU: 001U O€soK 57 1/,
riroKo3a 4,7 MMonb/a, obmui omnupyoun 245,0 MKMOJIB/1, HEMPSAMON OuiIH-
pyouH 216,5 MKMOJIb, MOYEBHHA 5,7 MMOJIB/J.

Iloces kpoeu Ha cmepunbHOCmb: IOCEB OTPULATENbHBIN.

AHanmu3 kposu Ha eunomupeo3 Ha 4-¢ CyT KU3HMU: ypoBeHb TTT
74 MkE v,

Bonpocsr:

1. KakoB BaI npenoiaoKUTeIbHbIN TUarHo3 (OCHOBHOW U COMYTCTBYIO-
M) Ha 14-e cyT )KU3HM nanueHTa’?

2. NntepnpetupyiiTe naHHBIE NMPOBEICHHBIX JOMOIHUTEIBLHBIX METOJIOB
UCCIIEJOBAHUS.

3. Kakoe o0OcnenoBanre HEOOXOAMMO MPOBECTH JaHHOMY pPEOEHKY IS
yTOYHEHUS JuarHo3a?

4. KakoB MeXaHN3M XKENTYXHU y JAHHOTO NalueHTa?

5. Ha kakyr BpOXICHHYIO MAaTOJIOTUIO IPOBOJUTCS HEOHATAJIbHBIN
CKpHUHHMHT B benapycu?

6. ITo kakoMy TuIly HacleayeTcs: 3a00JeBaHuE AEBOYKU?

7. Kakue KIMHWUYECKHE TNPOSBICHUS JaHHOW MAaTOJIOTHU OyJyT OTMeE-
4aThCs MPU HECBOEBPEMEHHOM IMArHOCTUKE?

8. KakuMu ropMoHanpHBIMHU TIpenapaTaMy MPOBOAUTCS 3aMECTHUTENbHAS
Tepanus’?

9. Kak ocymiecTBisieTcsi ucrancepHoe HaOJI0IeHHE eTeH C JaHHOM ma-
TOJIOTHUEN?

3anava 4

HeBouka M., 4 ngusi, oT 1-i1 6EpeMEHHOCTH, CPOUHBIX POJOB, MPOTEKAB-
mux 0e3 ocodennocreit. [lpu poxaenun macca 3210 r, poct 53 cwm.

OcMoOTp: OBUIO BBHISIBIIEHO HEMPABUILHOE CTPOCHUE HAPYKHBIX T€HUTA-
it (MeHucoo0pa3HbIil U TUIEPTPOPUPOBAHHBINA KIIUTOP, CKIa4aThie OOJbIIINE
MIOJIOBBIE TYOBI), TUTIEPITUTMEHTAIINS HAPYKHBIX TeHUTAUH, OETI0N TUHUU HKH-
BoTa. KOXXHBIE TIOKPOBBI YMCTHIE OOBIYHOW OKPACKU W BIAXKHOCTH. [luTanue
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YIOBJIETBOPUTENIbHOE. Typrop TkaHeW coxpaHeH. /[eBouka COCET aKTUBHO, HE
cpeiruBaeT. Jlpixanue myspwibHOe. TOHBI cepalma sICHbIe, pUTMHYHBIE. JKUBOT
MIpHU TIAJbIAIMNA MATKUH, TeueHb He yBenudeHa. CTyll €KEeIHECBHBIN, KaIluIle-
0Opa3HbIil.

O6wuii ananus kposu.: SputpounTts! 5,5 - 10'%/m, Hb 210 r/m1, 1eHKOLUTEL
12,5 - 10°/n, s03un0dmmst 2 %, r/saepusie Heitpodumbl 2 %, c/saepHble Heil-
Tpoduiibr 50 %, mumdonuTst 38 %, MOHOIIUTHI 8 %o.

buoxumuuecxkuii ananuz xposu: oommit 0emok 55 /1, xonectepun 4,7
MMOJIb/JI, TIIF0K03a 4,4 MMOJb/J1, HaTpui 138,0 MMonw/n, Kanuii 4,2 MMOJIB/JII.

Kopmus3zon: 345 amons/n (Hopma 180-600 HMOB/).

Kapuomun: 46 XX.

Bonpocobr:

1. KakoB Bam npeamnoyoKuTeIbHbIA JUarHo3?

2. [1o xakomMy TUIy HaciexyeTcs JaHHOE 3a0oieBaHue?

3. Kakas nmpuymHa HapylieHUs BHYTPHUYTPOOHOTO (opMUpOBaHHUS Ha-
PYKHBIX ITOJIOBBIX OPTAHOB Y JCBOYKH?

4. Kakne KIMHWYECKUE TPOSBIICHHUS JTaHHOW MATOJIOTHH OYyIyT OTMe-
4aThCsl IPU HECBOCBPEMEHHOW JTUArHOCTUKE?

5. KakuMu ropMoHagbHBIMHM IIpenapataMy MPOBOJAUTCS 3aMECTUTENbHAs
Tepanus’?

6. Kakne BO3MOKHBIE OCJIOXKHEHHUS TPH HEaJeKBaTHO MOJI00paHHOM 3a-
MECTUTENBHOMN Tepanuu?

7. Kak ocyrmiecTBisieTcsi [ucrancepHoe HAOI0ICHHE AeTeH C JaHHOM Ta-
TOJIOTHEN?

8. Kakasi BEpOsTHOCTh POXKIEHUS B 3TOM CEMbE B MOCIEAYIOIIEM OOJIBHO-
ro peoenka?

OT1BeThI

1. Jlnarno3: BpoxaeHHast JUC(YHKIMS KOPbl HAATIOYEYHUKOB (aIpeHore-
HUTAJIbHBIN CHHJIPOM), COJIbTEPAOIIAs popMa.

2. JInarHo3: BpOKICHHBIN TUIIOTHUPEO3.

3. Jlnaruos: BpoxAeHHBIN runotupeos. ComyTCTBYIOMMIA: dHIIE(anona-
THSI HOBOPOXIEHHOT O, CHHIPOM yrHeTeHus1. Heonaranbnas xentyxa. Kpynnsiii
K CPOKY I'€CTallHH.

4. Jlnarno3: BpoKJaeHHask TUC(YHKIUS KOPbl HAAIOYEYHUKOB (apeHore-
HUTAJIbHBIN CUHIPOM), BUpUIIbHAS (popma.
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ITPUJIOXKEHME 1

XpoMocomHBbIe 00JIe3HH € JHAOKPUHHBIMHM HAPYIICHUSAMH

boae3nn

XpomMocoMHasi aHOMAJIUsl

JHIOKPUHHBbIE HAPYLIEHUS

Cungpom /JlayHa

Tpucomus no 21-ii xpomo-
coMe

[IepBUYHBIN TMIOTOHAIU3M, TUIIOTH-
pPE€03 I TUPEOTOKCUKO3

Cunnpom Teprepa

45 X u npyrue BapuaHThI

[TepBUYHBIN TMIOTOHAAU3M, TUIIOTH-

peos, C/1

Cungpom  Knaiin- | 47 XXY u apyrue Bapuants! | [lepBuunslii runoronaausm, CJI
dbenbTepa

Tpucomus no 13-it | Tpucomust mo 13-ii xpomo- | ['unonutyurapusM, BTOPUYHBIA TH-
XpOMOcOoMe coMe MIOTOHAAM3M

Tpucomuss no 18-it | Tpucomust nmo 18-t xpomo- | ['unormnasus LLDK nan Hagnouyeunu-
XpOMOCcOMe coMe KOB (B pEIKUX CIy4asx)
Tpunnonaus MopanpHOoe 4HCIIO XpoMmo- | ['umnonmaszust HaaAmoOYeYHUKOB

coMm 69

Cunnpom Bonbda— | del(4p) [TepBUYHBII TUITOTOHAIU3M
XupuixopHa

Henemust  xopotko- | del(18p) ['umonutyuTapusaM ¢ TOJOMPO3IHIIES-
ro mieva 18- xpo- ¢anueli, wn30MMpOBaHHAs TOJOIPO-
MOCOMBI 39HIEhanus

Cungpom WAGR del(11p13) Hapymenust nonosoit auddepenuu-

POBKHM (HAapy>XHbIE TIOJIOBBIE OPTaHbBI
MIPOMEXYTOYHOT'O THIA), TOHaA001a-
cTomMa

Cunnpom bexButa—

[lepectpoiiku 11-i1 xpomo-

FI/IHOFJ'II/IKCMI/HI, OITyXOJIM HaAIo4eu-

Bunemanna COMBI B paiioHe HUKOB M JIPYT'MX SHJIOKPUHHBIX JKe-
l1pter-pl15.4 ae3

Cunppom Ilpage- | del (15q11-13) y 50 % Gonb- | Bropuunsiii  rumoronamusMm, CJl,

pa—Buiun HBIX 0XKUPEHUE

Penxo  BcTpewaro- 3anepxKKa pocTa, MEPBUYHBIA THUIIO-

mMecss  TPUCOMHHU TOHA/IU3M, JIPYTHE HapyIICHHSI

WIM MOHOCOMHUHU Y
OOJIBHBIX C MO3au-
LIU3MOM

61




IMPUIOXKEHUE 2

CreneHu BUPWIN3ALUMU HAPYKHBIX F€eHUTAJIUI
y pedenka ¢ repmadgpoauruzmom no mkase Ipagep (Prader)

JI1 KayKI0M CTENEHN XapaKTEPHBI CIEAYOIINE KITMHUUYECKHUE ITPOSBIICHUS:

— 1-1 — runeptpodust KIUTOpPa, HOPMAIBHBIN BXO BO BJIAraJIMIIE;

— 2-i1 — runeptpodus KIUTOPaA, YACTUYHOE CpalieHrne OOJBIINUX TO0JIO-
BBIX T'y0;

— 3-i1 — chopMupoBaHHAs TOJIOBKA KIIUTOPA, YPOT€HUTAIBHBIN CUHYC;

— 4-i1 — meHucooOpa3HbIil KIUTOp ¢ (UKcaIell K MPOMEKHOCTH. YPo-
TE€HUTAIbHBIA CUHYC OTKPBIBA€TCSA Ha CTBOJIE (MHOTJA PETMCTPUPYIOTCS B MYXK-
CKOM IaCIIOPTHOM I0JIE ¢ AUArHO30M MIIOCHA/INS, KPUIITOPXU3M);

— 5-i1 — neHucooOpa3Hblil KIUTOpP, NUHEAIbHAs ypeTpa, MOLIOHKOOO-
pa3HbIe MOJIOBBIE TYOBI (PETMCTPUPYIOTCS B MYXCKOM IOJIE C IMAarHO30M JBY-
CTOPOHHUI KPUITOPXHU3M).

Xen HeauddepeHumposanHas cragus Myx

[oNoBka - - [enuTansHu Byropok )
¥y YpaTpansHan A fonoava
lEHMTANEHAR s onil

[ HETTES 0l ey

YperpansHas AT TewuransHoe
Bopoamka NTOMLEHME
| "

YpeToansHan —
CRIT/EE

E

B . y

Cunaea ™ | rt— e Moworoshoe )

oo ! YTOmLEHWE

Yperpa
MpenypunansHese
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IMPUJNOXKEHHUE 3

Kannnueckas kiaccupukanus HEOHATAIbHBIX THNOTJINKEMU
(Cornblath & Schwartz, 1993)
1. Panusig HeoHaTaIbHAs TUNIOTIIMKEMUS (TIepBbIe 6—12 4 )KU3HN).
['pymnma pucka: ety ¢ 3aIepKKO BHYTpUYTPOOHOTO Pa3BUTHS, OT MaTepen
¢ CJI, TsKenoi reMoauTUYECKON O0JIE3HBIO HOBOPOXKIEHHBIX WU aC(hUKCHEH.
2. Kitaccuueckas Tpan3utopHas runorinukemust (12—48 9 xu3Hn).
['pynna pucka: HEIOHOILIEHHBIE, JE€TU C 3aJE€PKKOH BHYTPUYTPOOHOIrO
pa3BUTHS, OJTU3HELbI, TOJTULUTEMUS.
3. Bropuunas runorivkemus (HE3aBUCUMO OT BO3pacTa).
['pynmna pucka: AeTH, y KOTOpbIX HAOIIOAAIOTCA HApPYILIEHHs TeMIeparyp-
HOT'O PEeXKMMa, BHE3alHOE MpeKpalleHue MHQPY3Uid TIIIOKO3bl, KPOBOMIIUSHUS B
HA/IMTOYCYHUKH, TIOPAKEHUSI HEPBHOM CHCTEMBI, CETICUC; JETH, MAaTePU KOTOPHIX
nepes poJlaMu NPUHUMAIIM aHTUIUA0EeTUUYECKUEe TPEenapaThl, TIFOKOKOPTUKOUIBI,
CaJIULIUIIATHIL.
4. Ilepcuctupyromias runorinkeMus (ociie 7 CyT KU3HHU).
[IpruvHeI:
a) 1e(pUIUT TOPMOHOB:
— TUNONUTYUTAPU3M;
— nedunut riarokaroHa;
— neduIUT rOpMOHA POCTa;
— nedUIUT KOPTU30J1a;
— CHWXeHHas 4yBCTBUTENbHOCTh K AKTT;
0) THIEPUHCYJIUHU3M:
— cunapom bekButa—Bunemanna;
— TUIEpIUIa3us Uiu aJIcHOMa KJIETOK OCTPOBKOB;
— CHHJIIPOM «JIM3PETYJISLIHUN» B-KIETOK (HU3UI100IacTO3);
B) 00JIe3HH, CBA3aHHBIE C HAPYILICHUEM CUHTE3a aMUHOKHUCIIOT:
— 00J1e3Hb KJIIEGHOBOTO CHPOIIa;
— METWJIMAJIOHOBAs alluJeMUs;
— TPOINUOHOBAs AUUIEMUS;
— THUPO3UHEMHUS;
r) 00JIe3HU, CBSI3aHHBIE C HAPYLIEHUEM OKUCIIEHUS )KHUPHBIX KUCIIOT:
— Je(QUUUT JeruaporeHassl aleTUIKO3H3UMa A JUIMHHO- U KOPOTKO-
HEMOYEYHBIX KUPHBIX KUCIIOT;
1) 60JIe3HH, CBA3AHHBIE C HAPYIICHHUEM 00pa30BaHUsI TJIFOKO3bI NTEUEHBIO:
— TJIMKOTreHHas 0ose3Hb | Tuma (nmeduiut rirroko3o-6-hocdaraszbl);
— TaJlaKTO3EMHUS;
— JepUIUT TJIMKOTE€H-CUHTETa3bI;
— nedurut ppykTo3o-1,6-audocdarassl.
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