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AMarHoOCTU4YeCKMM NOMCK NPUYMH
pa3BUTUSA NMEepPBUYHOU HAATIOYEHHMKOBOU
HEAOCTAaTOYHOCTH Y AeTeun

A. B. CoaHuena', H. B. BoAakoBa?

' beAopyCCKUii roCyAQPCTBEHHbBI MEAMLIMHCKUIA
yH1BepcuTeT, MUHCK

2 BTopast ropoACKas A€TCKas KAMHMYecKas 60AbHMLIA,
MuHck, Pecriybanka beaapycb

[lepBrynas HaMOYEUHUKOBASI HEZIOCTATOYHOCTD PEIKO BCTPEUAeTCs B IieMaTpuiecKoii npaktuke. Huskas crieruguutocts cumii-
TOMOB B JIETCKOM BO3PACTe YacTo IPUBOAUT K HECBOEBPEMEHHOM MArHOCTUKE 9TOM IaTo/1oruu. [unokoprunusm HeoOxoaumo audde-
peHHI/IpOBaTb OT CXOZHbBIX II0 CUMIITOMATUKE WJIN JIa60pElTOprIM N3MEHEHUAM BHHOKPHHOHaTHﬁ, OI[HI/IM u3s HaI/I60]Iee IIOCTOSHHBIX
JIabOPATOPHBIX TIPU3HAKOB HAIIIOYEYHUKOBON HEJOCTATOUHOCTH Y JIeTell SIBJISIETCS TUTIOHATPUEMYIS, B TO BPEMsI KaK IUIepKaIeMust
BBISIBJISICTCS y IIOJIOBUHBI ITAITMEHTOB C FI/IHOKOPTI/ILII/I3MOM. BbIF[BJIeHI/Ie HU3KUX HOKHBaTeI[eﬁ HanI/IH Ha (pOHe OTCyTCTBI/IH FI/IHepKaJII/I'
eMUU HEPEIKO BBOJUT Bpaueil B 3201y KIeHIE, TIPUBOIS K ONMOOYHOMY JIMATHO3Y <«CUHIIPOM HEAIeKBATHON CEKPEINI aHTHITYDETH-
4EeCKOrO TOPMOHA». YBeJIMYeHNe YPOBHSI THPEOTPOITHOTO TOPMOHA XapaKTEPHO /i MAaHU(ECTAIU THIIOKOPTUIIN3MA, TIPU 9TOM HUCCJIe-
JIOBAHWE THPEOUHOTO CTaTyCa MMPOBOJUTCS B KIMHIYECKOH TIPAKTHKE Yallle, TI0 CPABHEHHIO C OTPEeZIe/IeHUEeM YPOBHST a/[PEHATIOBBIX
ropmMoHoB. [ToatoMy ciryyaercst, uTo nposijienus 6ojie3Hu AUIcoHa OIMOGOYHO IIPUHUMAIOT 3a THIIOTUPEO3. B To sKe BpeMs HasHaue-
HUe JIEBOTUPOKCUHA TIPU HEPACIIO3HAHHOM I'MITOKOPTHIIM3ME OIIACHO, TAaK KAK MOKET CIIPOBOIMPOBATH Pa3BUTHE a/[PEHAIOBOTO KpH3a.

B JETCKOM BO3pElCTe I[OMI/IHI/IpyIOT TeHeTn4YecKue l'[pI/I‘-H/IH])I pElSBI/ITI/ISI XpOHI/I'-IeCKOI./JI HElI[HO'-Ie‘-IHI/IKOBOI‘/JI HEJOCTAaTOYHOCTHU.
TUIIOKOPTHIUAEM Y JIeTell MOKET ObITh IIEPBBIM TIPOSIBJICHIEM ayTOMMMYHHBIX ¥ HACJIEACTBEHHBIX 3a00JIeBaHMUIT ¢ TI0JIMOPTraHHbIM
HOPaKEHUEM, I0ITOMY OT Bepu(UKaI[|K AUATHO3a MOKET 3aBUCETh TAKTUKA JIeYCHUsI, TaJibHeiinero o6cie0BaHust MaluenTa u
CIIEKTP TIOKa3aTeJieil, KOTOPbIE MOJJIe)KAT MOHUTOPHUHTY. BbIsiICHEeHIIe TPUYKUHBI PAa3BUTHS HAINIOYCYHIKOBOI HEIOCTATOYHOCTH Y
JleTell YacTo SBJISIeTCsl CJI0KHOI 3a1aueil u Tpedyer COBMECTHOI paGoThI CIIEIUATUCTOB B PadHbIX 00sacTsx. B craTbe npuBenen
00630p JmTeparypbi 110 JuddepeHIManIbHO-IHaTHOCTUYECKOMY OUCKY MTPUUYKH PA3BUTUS [IEPBUYHOI HAIIOYEUHUKOBOH HeE0-
CTaTOYHOCTH y [[eTefI B paSHLIe BOSpElCTHI)Ie HepI/IO[[bL

KiioueBble ciioBa: riepBuyHasi HAMOYEUHUKOBAsSI HEJIOCTATOYHOCTD, IeTH, AnddepeHnnanbHas AnariocTKa.

BO]Iee 150 ner masax Tomac AQancoH BrepBbie
YCTAaHOBUJI CBSI3b MEXKIY IMOPaKEHUEM HaJIII0-
YEYHUKOB U CUMITOMOKOMILJIEKCOM, BKJIIOYAIONTUM
MoXy/IeHre W rurepnurMenTamnuio. [lepsuunas wanu-
nmoueuHnkoBas HemoctatouHocth (IIHH) — at0
CUHIPOM, O00YCJIOBJEHHBIN AeDUIMTOM MPOAYKIIUU
CTEPOM/IHBIX TOPMOHOB Ha/IMOUEYHUKAMU (TJIIOKO- 1
MUHepaJoKOpTUKOu0B) [ 14]. Paznuuator xponuyec-
kyto u octpyio [THH. AnpenanoBsiii kpus mosker
Pa3BUTHCS M KaK UCXOJ JIEKOMIIEHCAIIUU XPOHUYEC-
KO HefloctaTouHocTH Haanmoueynnkos (XHH) [19].

K macrosmemy BpeMeHHU IOJTHOCTBIO YTOYHEH
maroreHe3 BPOXKIEHHBIX W MPUOOPETEHHBIX (HopM
ITHH. Ho B pyTHHHOII KIMHUYECKOU MPaKTUKE 3200~
JIeBaHWE YacTO IPOIYCKAETCS U AMArHOCTUPYETCS
necBoeBpemeHHO [27]. Tak, mo pamsabiM P.J. Simm
(2004), y ToJ1I0BUHBI JleTell ¢ XPOHUYECKUM TeUeHNeM
I[THH meauaHa AMTelbHOCTH OOJIE3HU OT IMOSIBJIE-
HUSI TIEPBBIX CHMIITOMOB IO TIOCTAHOBKH /HMarHo3a
cocraBuia 2 roza [28]. S. Ten u coaBT. oT™MeTIIIN, YTO
60 % B3pOCJIBIX TTAIMEHTOB C HEJOCTATOYHOCTBIO HA/l-
MOYEYHUKOB OGPAIAICh K JABYM U OoJiee Crerua-
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Tabanua 1
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XKaro6bi

Marocpm3anorornyecknin MexaHmsm

CAab0CTb, CHUXKEHMNE MbILLIEYHOM CUABI

rAlOKOKOpTl/I KOMAHasd HEAOCTAaTOYHOCTb

AHOpeKcHsl, noTeps Beca,
3aA€ep>kka (pM3NYECcKoro pasBuTUs y AeTen

r/\IOKOKOpTl/I KOMAHaa HEAOCTAaTOYHOCTb

TowHoTa, pBOTa, 6OAL B XKMBOTE

rAlOKOKOpTl/IKOMAHaH N MMHEPAAOKOPTUKONAHAA HEAOCTAaTOYHOCTb

Muaarus, 6oab B cycTaBax

rAlOKOKOpTl/I KOMAHaa HEAOCTATOYHOCTb

COHAMBOCTb

rAlOKOKOpTl/IKOMAHaH N MMHEPAAOKOPTUKONAHAA HEAOCTAaTOYHOCTb

[MpuctpacTtue K coneHoMy

MMHepaAOKOpTVIKO MAHaa HEAOCTATOYHOCTb

®usnkKarbHble AaHHbIe

[MurmeHTaLmMs KoXu

MN36bITOYHAs cekpeumda Nnpon3BoAHbIX MPOONMMOMEAAQHOKOPTHMHA

Anxopaaka

rAlOKOKOpTl/I KOMAHasd HEAOCTAaTOYHOCTb

Hu3skoe apTepranbHOe AaBAeHMe, opTocTaTuyeckas
rUNOTEH3Us, AermApaTaLms, rmnoBOAEMUYECKUIA LLIOK

rAlOKOKOpTVIKOVlAHaﬂ 1M MMHEPAAOKOPTUKOMAHAA HEAOCTAaTOYHOCTb

AabopaTopHble AaHHble

[MnoHatpremmns

rAlOKOKOpTl/IKOMAHaH N MMHEPAAOKOPTUKONAHAA HEAOCTAaTOYHOCTb

[Mnepkaanemms

MMHepaAOKOpTVIKO MAHaa HEAOCTATOYHOCTb

AHemusi, AMMOLUTO3, 303UHODUANS

rAlOKOKOpTl/I KOMAHasd HEAOCTAaTOYHOCTb

[unorankemms

rAlOKOKOpTl/I KOMAHasd HEAOCTAaTOYHOCTb

MeTaboAnYeCcKnin aLumAa03

MMHepaAOKOpTMKOVIAHaﬂ HEAOCTAaTOYHOCTb

[ToBblweHne KOHUEHTpaunn CbIBOPOTOYHOIo KpeaTtnHWHaA

MMHepaAOKOpTMKOMAHaS{ HEAOCTAaTOYHOCTb

guctam 1o Bepudukannn auaraoda [30]. Ilosgnee
soisiBrierre TTHH obOyciosieHo masoii creruduy-
HOCTBIO CHUMIITOMOB Ha HaYaJIbHBIX CTAAUsAX 3a60Je-
Bauwms [27].

Kiaunuka u quarnocruka ITHH

XapakTepucTuKa KIMHUIECKOW KapTUHBI TIePBUY-
HOU HA/IMOYEYHUKOBOI HEJOCTATOYHOCTHU TPECTaB-
JieHa B Tabu. 1.

[uarsoctuka ITHH ocnHoBbiBaeTcsa Ha ompeneste-
HUW HU3KOH CEKperuu KOPTU30Ja HaAMOYeTHUKAMK
[17]. B xauecTBe CKPMHUHTOBOTO METO/ia TIPU TIOZIO-
3PEHUN HA AJIPEHAJIOBYIO HEIOCTATOYHOCTh PEKOMEH-
JIOBAHO KCCJIEJIOBAaHUE YPOBHSI KOPTH30JIa U aJIPEHO-
koptukoTporrHoro ropmona (AKTT) B 8 wacos ytpa.
Perucrpammst konnentpannu koptusosia Huske 108
HMOJIb/J1 Ha (bore mnosbimenHoro (6osee 100 1r/min)
sHauenuss AKTT cBuneresnsctByer B nosbdy ITHH c
YyBCTBUTEJIHHOCTHIO 83 % 1 creruduaHoctsio 99 %
[21]. ITpu ypoBHe kopTuzosa B 8.00 Bbime 381 HMoOJb/ 71
HA/ITOYEYHUKOBAST HEJOCTATOYHOCTh MaJIOBEPOSITHA.
B coMHUTENBHBIX CJIydasix TPOBOAST IUHAMUYECKIE
1poGbl, TOBBIIIAONIE YYBCTBUTEIbHOCTh W CIIEIH-
(budHOCTB MCceoBaHI Ga3aJbHON CEKPeLi KOPTH-
30J1a. /17151 9TOTO MCIIOJIB3YTOT CJIE/LYIOIIIE TECThI:

1) cranpaprHas mpoba ¢ aHasmorom AKTT (cuHakTeHOM);
2) HUBKO/I03Hast IP0OA C CHHAKTEHOM;

3) TecT Ha TOJIEPAHTHOCTD K MHCYJIMHY;

4) mpoba ¢ meTupanonom [21].

O1ieHKa POy KUK MUHEPATIOKOPTHKOM/IOB OCHO-
BaHa HA UBYYEHUU YPOBHEN PEHUHA U aJbJOCTEPOHA.

Kak mpaBuiio, npu ayTOMMMYHHON JAeCTPYKITIH HAJ-
MOYEYHUKOB JTaGOPaTOPHbIe N3MEHEHVs Pa3BUBAIOT-
CsI B CJIEAYIONIEM TIOPS/IKe: TIOBBINIEHNEe PEHNHOBOI
AKTUBHOCTU IJIa3MBI — CHIDKEHUE KOHIIEHTPAIUN
aJb/IOCTEpPOHA — 3JIEKTPOJUTHBIE HapyiieHus [6].
ITpu 3a60pe KPOBH JIJIsT OTIPE/Ie/IEHsT YPOBHSI PEHNHA
HEOOXOIMMO COOJTIONATh OMpe/ieIeHHbIe TpeOGOBaHN.
PexkomMenayeTcss 3aMOpPO3UTh TLIa3My B TedeHUe
10 munyT ocse nentpudyrupoBanus (ecjau aHATU3
MIPOBOANTCS He cpa3y). B mpoTuBHOM cirydae XpaHe-
nue 1pu temneparype 4—5 °C MOKeT TPUBECTH K
KPUOAKTUBAIIMN TPOPEHNHA B PEHWH W WCKA3UTh
pesyasTaThl. [lannenT gosKen 60PCTBOBATE U HAXO-
IUTHCS B BEPTUKATBHOM TIOJIOKEHUH He MeHee 1 gaca
nepez 3a6opom obpasita kposu [17].

Huddepennuanpuas nuarnocruka ITHH

1. Cundpom neadexeamoil cexpeyuu
AHMUOUYPeMuUUecKoz0 20pMOHA

OpHum 13 HanboJiee MOCTOSAHHBIX TPU3HAKOB HaJl-
MMOYEYHUKOBON HEIOCTATOYHOCTH SIBJISIETCSI TUTIOHAT-
puemus (Haburomaercss y 90% MalMeHTOB AE€TCKOTO
Bo3pacrta) [15].

B ee pasBuTHm 3a/1eiiCTBOBAaHbI CJIEAYIONINE MeXa-
HU3MBbI:

1) IloBblieHHAsT TPOAYKIINS aHTUANYPETUYECKOTO
ropmona (A/Il"). Ycranosisieno, 4To KOPTU30J WH-
rubUpyer IPOAYKIMIO Ba3OIPECCHHA KaK Halpsi-
MYIO, TaK U IIOCPEACTBOM OTPUIATENbHON oOpar-
HOW CBSI3M ¢ KOPTUKOTPONUH-PUIUZUHT TOPMOHOM
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TabAnua 2

AmdppeperupmarbHas amarHoctuka CHCAAT m MHH [12]
Kputepuu NMHH CHCAAT
BoAemuueckmin cratyc [MNOBOAEMMSI, PeXke HOPMOBOAEMMS] HopmoBoaemms

ypOBEHb MOYEBUHbI 1 MOYEBOW KMCAOTbI
B CbIBOPOTKE KPOBU

HopMaAbHbI MAM MOBbILLIEHHbIN
(BCAEACTBME MMMOBOAEMNI)

HopmaAbHBbIN MAN MOHWXKEHHBIN
(BCAEACTBME pa3BeAEHMS)

[NokazaTeAr KMCAOTHO-OCHOBHOIO COCTOSIHUS

MeTaboanuecknii aumao3

Hopma

KetoHypus XapakTtepHa

He xapaktepHa

(KT-PI'). AAT u KT-PT BsipabaTbiBatoTcst B
MapaBeHTPUKYJISPHBIX spax THIIOTajaMyca U
UMEIOT COJIPY’KECTBEHHBIN XapaKTep CEKPEeIHu.

Kpowme Toro, HapyIieHus: CHCTEMHON TeMOJMHAMU-

K, 00yCJIOBJIEHHBIE JeDUINTOM IJIIOKOKOPTHKOU-

J0B (apTepuasibHasi TMIIOTEH3US, TMIIOBOJIEMUS,

CHUIKEHHE CEPIAEYHOr0 BBIOPOCa), IPUBOIAT K CTHU-

MyJISIKU 6apoperienTopoB U BbIOPOCY Basolpec-

cuna. Pesymnsratom geiictBusg AJll aBisercs 3a-

JIepKKa JKUJKOCTU U JUJIOIUOHHAS TUIOHAT-

puemns [12].

2) ledpumut MUHEPaJTOKOPTUKON0B, KOTOPBIH MPHU-
BOAUT K HapylleHHIO peabcopOIuu HaTpus B
moukax [12].

ITo manubiM S. Hsieh (2011), runepkasnuemust
Boisipsisiercst y 50 % pereit ¢ [ITHH [15]. OrcyrcrBue
MOBBINIEHUST YPOBHSI KaJus Y MHOTUX MAIl[MEHTOB
MOKeT ObITh CBSI3aHO C 9KCTPapeHaJbHBIMU MOTEPSI-
Mu (BO BpeMsi ioBTOpsiotieiics pBoTsl) [30], HU3KUM
noTpebIeHrneM Kalusi, H30JUPOBAHHOI TJIFOKOKOPTH-
KOU/THOW HEZIOCTATOYHOCTHIO (HATIPUMED, KOT/IA ayTO-
MMMYHHAs JeCTPYKIIUS WHAYIIUPOBAHA aHTUTEJIAMM
¢ U30MpaTeIbHBIM CPOJCTBOM K IIyYKOBOU 30HE KOPBI
HaJIOYeYHNKOB) [12].

BrisiBiieHne HU3KMX TIoKazaTesieil HaTpus Ha hoHe
OTCYTCTBUSI TUTIEPKATUEMIH HEPEIKO BBOJUT Bpaveit
B 3a0ysKIeHre, TPUBOIASA K OIIMOOYHOMY JIHarHO3y
«CUHJIPOM HEa/leKBAaTHOW CEKPEIUU aHTUUYPETH-
yeckoro ropmona» (CHCA/IT) BmecTo Haamoueynn-
KOBOI HenocTaTouHOCTH. OCHOBHBIE OTJIUYMS TIPH
nuddepeHITnaIbHON TUATHOCTUKE TUX COCTOSTHUH
nepeurcyieHsl B Tabur. 2 [12].

2. lunomupeos

CorylacHO JaHHBIM JIUTEPATYPhI, YBeJUYeHUe
ypoBHsa Tupeorponuoro ropmona (TTI) wacto
BCTpevaercsl nMpu MaHudecTann runoKOPTUIIM3MA
[5, 9]. Ilpeamnosaraercsi, yto Ha ¢oHe meduiUTa
IJTIOKOPTUKOUIOB CHUKAETCS YYBCTBUTEJIHHOCTD
MUTOBUIHOW 3KeJe3bl K CTUMYJUPYIOIIEMY Jieii-
creuto TTT [9]. Koumenrpamnusi TupeorponnHa
pexnxo npesbimaet 10 MME /M. Kak mpasuio, moka-
3aresib TTT HOpManu3yeTcst CHOHTAHHO TTOCJIe Hava-
Jla 3aMECTUTETbHOM Tepanuy TIIOKOKOPTUKOUJIAMK
npu ITHH [13]. Oxnako omnwucansl ciayuyan, Korzaa
posiBjeHus 6oe3Hn AJINCOHA OINOOYHO TPUHU-
Masmch 3a runotupeos |7, 20, 33]. Heckoabko dak-
TOPOB CIIOCOGCTBYIOT MPOIYCKY AUArHO3a HaIo-
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YeYHUKOBOI HEZOCTATOUHOCTHU TIPU BBISIBJIEHUU TH-

MOTHPE03a:

* Majasg CHenuUIHOCTh U CXOKECTh CUMIITOMATH-
K1 y aTux 3abosesanmuii [20];

* HeobsI3aTesTbHOE HATIMYIE THITEPITUTMEHTAIINH KOKI
U CIM3UCTBIX IPU MEPBUYHOM TUIIOKOPTHUIN3ME,
crabast ee BBIPAKEHHOCTD, HE3AMETHOE TIOCTETeH-
HOE TIPOTPECCUPOBAHIE JHOO MOSBIEHIE B JTIETHIH
CEe30H, KOT/la MUTMEHTAINsT BOCTIPUHIMAETCS Kak
3arap [2];

* HccJefoBaHNE THUPEOUTHOTO CTaryca JelleBle,
JOCTYITHEE ¥ JieTde [IJTsT MHTEPIPeTaIii 10 CPaB-
HEHUIO ¢ 06CIeIOBAHUEM IO TIOBOJY TMOM03PEHNUS
na ITHH [20].

HasnavyeHnne s1eBOTHpOKCHHA TIPU HePACIIO3HAH-
HOM THITOKOPTHIIM3ME OIACHO, TaK KaK MOXKET CIIPO-
BOIIMPOBATh Pa3BUTHE a/[peHATOBOTO Kpusa. l3BecT-
HO, YTO THPEOUIHBIE TOPMOHBI YCKOPSIOT OOTIHil
MeTabOJM3M U TOBBIMIAIOT KIUPEHC KOPTHU30JIa, TeM
CaMbIM YBEJIMYNBasA MOTPEOHOCTh B KOPTHKOCTEPOU-
nax [20, 32].

uddepennuanbHasi TUaArHOCTUKA
npuuud ITHH y nereit

3a nocJyieHee CTOJIETHE TTPOUIONLIN 3HAUUTEb-
Hble M3MEHEHUsS B PACHPOCTPAHEHHOCTH W ITHO-
JIOTUYECKOH CTPYKType MePBUYHONW HEI0CTATOY-
HOCTH HaJanmoyeyHukoB. Tak, B EBpome wacrora
ITHH Bospocaa ¢ 40—70 cayuyaeB B 1960-x romax
n0 93—144 cnyuyaeB Ha 1 MJH 4YeslOBEeK B KOHIIE
XX ct1. 3aboneBaeMocTb cocTtasigeT 4,4—6,0 Ho-
BBIX caydaeB Ha | muiH Hacenenus B Tof [6]. Eciu B
[EPBOI MMOJIOBUHE TIPOILIOTO BEKa TJIABHBIM 3THO-
JloruueckuM (HakTopoM 3aboJieBaHUsA Y B3POCIBIX
6bL1 TyOepKyJies [11], To B HacTosiiee BpeMst ayTo-
MMMYHHAsI JECTPYKIIUS SIBJISIETCSI CaMOil pacipo-
CTpaHEeHHOU MPUYMHON MPUOOPETEHHOTO THIIOKOP-
tunmaMa. Ilo nanusiM uccaenoBanug C. Betterle
(2011, Uranus), 3a nepuog 1969—2009 rr. y 615 ma-
nueHtoB ¢ XHH ayrouMMmyHHBIA mpoiecc ObLI
BbIsIBJIEH § 82 % o0c/eoBaHHbIX, TYOEepKyJjes —
y 9 %, npyrue npuunnst — y 8% [3].

¥ nereit mHozonmornueckas crpykrypa XHH kap-
JNUHAIBHO OTJIMYAETCS OT B3POCJOH TOMYJISIUH.
B nerckom Bo3pacTe TOMUHUPYIOT HACJECTBEHHbIE
daxropsr. Ilo pesyabratam 20-jeTHero mnepuoja
HaGJII0IeH TPYIIION KaHAJACKUX MCCiIemoBaTenei
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Tabanua 3
DTHOAOTUSI NEPBUYHON HAANOHYEYHMKOBOW HEAOCTAaTOHHOCTU
TeHbl/THN
[MpuynHbI ConyTcTBYIOLLIME COCTOSIHUS
HacAeAOBaHUS
I. TeHeTyeckue
1. HapyleHue cteponaoreHesa
1) HapyuieHune TpaHcrnopTa XoAecTepuyHa:
BPOXXAEHHas AUMOMAHAS TUMneprAasmg StAR/AP 46,XY, HapyleHne noroBor Andpepenumposkm (HIA),
HAAMOYEUHMKOB (AeDULIMT CTEPONAOTrEHHOIO NepBUYHbINA MMNOroHAAN3M
OCTPOro PeryAsTopHoro 6eaka)
2) BpoxkaeHHas runepraasmns Kopbl
HAAMOYEUHMKOB BCAEACTBME AehuumTa
(hepMeHTOB MAM KO(DaKTOPOB CTEPONAO-
reHesa:
a) AeprumnT 21-rMAPOKCHAA3bI CYP21A2/AP* 46,XX, HIA, runepaHaporeHns
6) AepUUMT 17a-TMAPOKCHAA3DI CYP17A1/AP 46,XY, HIA, nepBrYHbIi rMNoroHaAM3Mm, apTepranbHas
runepTeHsus
B) aAecbnumt 11B-rmApoKCHAa3bI CYP11B1/AP 46,XX, HIA, runepaHAporeHuns, aptepmaAbHas
runepTeH3uns
3) AedeKTbl CMHTE3a XOAeCTePUHA:
a) 6oAe3Hb CMnTa—AemAn—Onuua; DHCR7/AP 3aaepkka YMCTBEHHOIO pPa3BUTUSI, YeperHO-AMLIEBbIE
MaAbhopMaumm, HU3KKME Temrbl pocTa
6) abeTaAunonpoTeMHemus; MTP/AP ATaKCKS, peTUHOMATKS, aKaHTOLMTO3, HapyLueHne
YCBOEHWS XKMPOB
B) cemeliHas rmnepxoAecTepuHemMmnst LDLR/AA* CyXO>KMAbHblE KCAaHTOMbI, KOHYCOBMAHAs porosumua
2. AMCreHe3ns/runornaasmst HaAMoYeUYHKOB
1) HecHapoMaabHble:
a) X-cLenAeHHast BpDOXKAEHHas rmno- DAX1/, [MNOroHaAOTPOMHbBIN MTMMOrOHAAM3M Y MAaAbUMKOB,
NAQ3unst HAAMOYEUHMKOB X-cuenaeHHoe MHOTAQ rOHAAOTPOMUH-HE3aBUCMMOe
peLieccrBHoe npe>x AeBpeMeHHOEe MOAOBOE pa3BUTHE
6) AePULMT CTEPONAOTEHHOTO NR5AT1 46,XY, HIA, y 0601X MOAOB 4acTO NEPBUYHbIN

pakTopa 1

2) CMHAPOMAAbHbIe:
cnHapombl MIRAGE, IMAGe, Maaancrepa—
Xoaaa, Mekensi, [Nena—LLlokepa 1 Ap.

(SF-1)/AA, AP

rMNOroHaAn3mM

Bblpa>keHHasi 3aAepyKka BHYTPUYTPOGHOrO pasBuTus,
MaAbhopMaLIMK MaAbLLEB, FOAOBHOMO MO3ra, Ueperna,
HEeBPOAOIrMYECKMi AepuumT

3. Pe3ncteHtHocTb K AKTI

1) CeMmeiHblil APULUT FAIOKOKOPTU- MC2R/AP OO6bIYHO M30AMPOBAHHbIN AEULMT FAIOKOKOPTUKOMAOB
KomaoB 1 Tmna 6€3 MMHEPaAOKOPTUKOMAHON HEAOCTATOMHOCTH,
BbICOKMI1 POCT, CYOKAMHUYECKUIA TUMOTHUPEOD3,
XapakTepHble YepTbl AMLA (TMNepTeAopm3Mm,
MEAMaAbHbBIN 3MMKAHT, BbICTYMAOLIMIA AOD)
2) CemeliHbli AeULMT FAIOKOKOPTH- MRAP/AP O6bIUHO M30AMPOBAHHBIN AEOULIUT FAIOKOKOPTUKOMAOB
KOMAOB 2 THMNa 6€3 MMHEPaAOKOPTUKOMAHON HEAOCTATOMHOCTH,
HOPMaAbHbIV POCT
4. AecTpyKLMS HAANOYEUYHNKOB
1) AedpexTbl saepHon oboaoukm: TporHon AAAS/AP AAAKPUMMSI, axanasms, AMCYHKLMS aBTOHOMHOM
cHAPoM (AAA) (cuHApom OAArpoBa) HEPBHOWM CUCTEMbI, AOMOAHUTEAbHbIE CUMIMTOMbI: TAYXOTa,
3aAep>KKa YMCTBEHHOrO pas3BMUTUS, rmnepkepaTos
2) AedeKTbl MUTOXOHAPUIA: NNT/AP OO6bIYHO M30AMPOBAHHDIA AEDULIT FAIOKOKOPTUKOUAOB,
a) AePMUNT HUKOTUHAMUAHYKAEOTUA- CYOKAMHMYECKMI TUNOTUPEO3, MHCYAMHO3aB1CHMbIN
TPaHCrMApPOreHasbl caxapHbii AvabeT, MUKapAMOAMCTPOdUS
6) AeMUMT TMOPEAOKCUHPEAYKTa3bl TXNRD2/AP M30AMpOBaHHbIN AeDULMT FAIOKOKOPTUKOMAOB

3) AedekTbl MeTaboAM3Ma AUMMAOB
(nepokcrcom):
a) X-CLenAeHHas aApeHOAen-
KoAMCTpOomS

6) HEOHaTaAbHAsT AAPEHOAEKOAVCTPOUSI

B) CMHAPOM 3eAbBerepa

r) cuHapom Pedpayma

ABCD1, ABCD2/
X-cuenAeHHas
peueccrBHas

PEX1/AP

PEX1, 2,3, 5,6, 12,
14, 26/AP

PHYH, PEX7/AP

[Mporpeccupyiollias AereHepaLsi HEPBHOIM CUCTEMbI,
HapyLUEHNS MBILIAEHWS W MamsTH, MporpeccrpyoLLas
rnoTeps 3peHns 1 CAyxa, AeMeHUMs, CracTuka, CyAOporu

TaokeAas TMMOTOHMS, CYAOPOr#H, 3HLedaonaTus, CAeno-
Ta, rAyX0Ta, nevyeHouHasi HeAOCTaTOYHOCTb

BbipakeHHasi 3aAepykKa hr3MUYECcKOro 1 NMCMXOMOTOPHO-
ro pasBuTHS, TMIMOTOHMS, TAYXOTa, CAEMNOTa, renatomera-
AMSI B paHHEM BO3pacTe

MHo>KecTBeHHas 3ﬂl4(bl/l3apHaﬂ AUNCIMAa3NA, KapAMOMNO-
naTtms, aHoCMu4, Heﬂponamsl, FAYyXOTa, aTakCus
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MpoaorxkeHue TabA. 3

4) AedekTbl AM30coM: 6oAe3Hb BoabmaHa  LIPA/AP

5) AedekTbl aHAOMAA3MaTHueckoro petnky- SGPL1/AP

AyMa: AepmLMT COMHIO3MH-1-chocdatamasbl

AnbdysHas kaabLmbmKaLmsg HAANTOYEUHNKOB,
KCAHTOMATO3Hble U3MEHEHMS B NMeYeHn, HAAMOYEYHNKAX,
ceneseHke, AMMoy3Aax, KPaCHOM KOCTHOM Mo3re 1 TUMyce

CTeponA-pe3nNCTEHTHBIN HE(POTUUECKMIT CUHAPOM,
AMMONEeHNs], 3aaep>kKka HEPBHO-TICMXMYECKOro pa3Bit-
TWS, MEPBUYHDIN TMMOTUPEO3, KPUMTOPXM3M

Il. AyTouMmyHHble 3a60reBaHus

1. M30AMpOBaHHbIV ay TOMMMYHHbIN aAPEHAAUT

CLTA-4, HLA-DR3, —

HLA-DR4, HLA-B8

2. AYTOMMMYHHbIA MOAMIAQHAYASIPHBIN AIRE

cnHApPom 1 Trna

3. AYyTOMMMYHHbI MOAUTAQHAYASIPHBI

CUMHAPOM 2 TUNa HLA-DR4

4. AYyTOMMMYHHbIN MOAUIAQHAYASIPHbIN
CUHAPOM 4 Tnna

CLTA-4, HLA-DR3,

[Mnonapatnpeos, KaHAMAO3, ay TOUMMYHHbI
rMNeproHaAOTPOMHbIN FTMMIOrOHAAM3M, arorneLums,
ayTOMMMYHHble 3a00AE€BaHMS LLIMTOBUAHOM >KEAE3bI, XPO-
HUYECKMI1 @y TOUMMYHHbIV renaTuT, NepHULMO3Has aHe-
MU, BUTUAWUIO

AyTOMMMYHHble 3a60A€BaHMs LUMTOBUAHOM XKeAe3bl,

caxapHbii aAvaber 1 Tmna, npe>xkAeBpemeHHast HeAOCTa-
TOYHOCTb SIMYHMKOB, MEPHULIMO3HAS aHEMMS, LiIeAMaKus
Apyrvie KOMOMHALMKM ay TOMMMYHHbIX 3a60AeBaHNI, He

BolleALllne B BblllenepevnCAeHHble MOAUTAAHAYASPHDbIE
CUHAPOMbI

111. Mprob6peTeHHble cOCTOAHUSA

1. KpoBousansaHus

2. Mudbekumn

3. TpaBMbl, nocAeonepaLmoHHble COCTOSHNS
4. Mnpmnabtpaums

5. AeKapCTBEHHO-MHAYLIMPOBAHHbIE

Y HOBOPOXXAEHHBIX MOCAE OCAOXKHEHHbIX POAOB, NP
KoaryaonaTmsix

CenTtnyeckuit WoK, cMHAPoM YoTepxayca—
Dpuaeprkcera, Ty6EPKYAE3, LMTOMEraAOBUPYCHAs
nHdekums, BUY-nHdekumns

ABYCTOPOHHSIS APEHAAIKTOMMS

MerTacTtasbl, AUM(OMbI, QMMAOMAO3, CAaPKOMAO3, FreMOo-
XpOMaTo3

Pe3kasi oTMeHa rAIOKOKOPTUKOMAOB, KETOKOHA30A,
pudamnuumH, heHnTomH, heHobapbuTtaa

*MNpumeuanne. AA — ayTOCOMHO-AOMUHAHTHbIN, AP — ayTOCOMHO-peLLeCCUBHbBIN TUMbl HACAEAOBAHMSI.

(2005), camoit wacroit mpuumnoit ITHH y mereit
SIBJISIETCST BPOJKJEHHAS AUCHYHKIUS KOPBI Ha-
noueunuko (BJAKH) — 72 %, npyrue rexermdec-
K¥e MPUYUHBI COCTaBUIN 6 %, ayTOMMMYyHHasl Jie-
CTPYKIIHS HaIIOYE€YHUKOB 3apeructpuposana B 13 %
ciyuaes [22]. S. Hsieh (2011, CIITA) neneHanpas-
JIEHHO uccJiefioBana oranuurenbibie oT BJAKH mpu-
yuabl [THH cpenu 42 nereit. YcTaHoBisieHO, YTO B
42,9% cayuaeB 3aboseBanue OBIIO 0GYCIOBIEHO
M30JIMPOBAHHBIM ay TOUMMYHHbBIM ajipeHaautom, 11,9%
— JIBYCTOPOHHEN aJ[peHATIIKTOMUEN, ayTOUMMYH-
HBIMU TIOJTUTJIAHAYISPHBIMU cuHApoMamu 1, 2 n 4
tunos — y 9,5 %, pesucrenrnocroio k AKTT — y
9,5 %, X-cuemyieHHoi azpeHoseiikoaucTpodueii —
y 7,3 %, BPOKIEHHOI TMITOIIa3uell HallTOUeIHIKOB
— y 4,8 %, KpOBOU3IMSAHUEM B HAAMOYEYHUKU B
[OCJIepooBOM Ttepuoge — y 4,8 % obcienoBaH-
ueix[15]. I[To maHHBIM KUTAHCKON TPYIIILI YYE€HBIX
(2018), B rpynme 427 nereii ¢ [THH auarnos BIKH
ycranosiieH y 82,2 % manuentoB. Cpeiy 0CTaabHBIX
npuunH (48 MaIrMeHTOB) OTMeUYeHbl aJpPeHOeHKO-
muctpodus (28,9 %), myranms rema DAX1 (25 %),
AYTOUMMYHHbBIE TIOJUTJIAHAYISAPHbIE CUHIPOMBI
(3,9 %), cunnpom tpex A (2,6 %), myranus SF1
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(1,3 %), anpenamakromus (1,3 %). B 36,8 % ciyuaes

JMarHos He ObL1 Bepuduposat [18].

BorsicHere HO30JI0TMMUECKO# TTPUYUHBI PA3BUTHS
ITHH y nereii siBnsiercs cioxkHOU 3amadeii. Pas-
JIMYAIOT HACJIECTBEHHbIE M PUOOpeTeHHbIe (GOPMBI
ITHH. Tenernyecku aerepMUHUPOBAHHbIE 3a001€Ba-
HUSI HA/ITOYEYHUKOB MOXKHO PAa3[e/INTh HA UYEThIPe
IPYTIITBL:

* HapyIlIeHWs] CTEPOUJIOTeHE3;

* AHOMAJIUW PA3BUTHS a/[PEHAJIOBBIX JKeJe3;

* [POrPECCUPYIOINAS ECTPYKIIUST HAAIOUEUHUKOB;

» ycromtunBocTh K AKTT (cemeiinbie hopMbI TITIOKO-
KOPTUKOWIHON HepocTaTouHocTn) [17].
[ToxpoGHas sTHONOrHYECKas CTPYKTypa HACIeCT-

BeHHbIX 1 npuobperennbix Gopm ITHH npezpcrasie-

Ha B Tabu. 3 [17].

B nercxoit monysmu manudectarus [THH nan-
GoJsiee 4aCTO MPUXOAUTCS Ha IEPUOJ HOBOPOKAEH-
HOCTU (HApYIIEHUS] CTEPOUIOreHe3a, aHOMAJINK Pa3-
BUTHUS HAJANOYEYHWKOB, pesucteHTHOCTh K AKTT)
u Bo3pact 9—15 jer (ayTouMMyHHast IeCTPYKIIHSI
JKeJsie3, Y MaTbuYMKOB X-CIIeIJIeHHAs a/[PEHOJIEKO/ -
crpodust) [15, 22]. Haciencrsentbie 3abojeBaHUs
HAJIIIOYEYHIKOB HE BCET/A TPOSIBJSIIOTCS € POXKIe-
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Hust. [Toatomy mpu 1momcke BO3MOKHOH 3THOJIOTHH
AJIPEHAJIOBON HEJOCTATOUHOCTH Yy CTapIIinX JeTeid
HEeOoOXOIMMO PAacCMOTPeTh GoJiesHH, MaHUdecTalus
KOTOPBIX TIPOMCXOJUT B Pa3Hble BO3PACTHBIE TIEPUO-
JIbl, HAUMHAS C HEOHATATIBHOTO.

ITepuod nosoposxcdennocmu u 2pyonotl 603pacm

B HeoHaTaJbHOM Tmepuojie OOJIBIIMHCTBO CIyYaes
ITHH ob6ycrosreno BIKH, 6osee 95% ciyuaes KoTo-
poii npuxoauTest Ha febutuT 21-rupokcniassl [24].

Bropoii snaunmoit npuunnoit (1,5—5%) y HOBO-
POKJIEHHBIX SIBJISIETCSI TUIIOIJIA3UsT HAAITOUYEYHUKOB
[24]. Haubosee wacTo BCTpedyaercss MyTallusi I'eHa
DAX1, xoropast umeeT X-CIETIJIEHHBIN pPelleCCUBHBIN
THUIT HACJIEZIOBAHUS ¥ XapPaKTePU3YETCSI BPOXKIEHHbIM
HEJI0OPa3BUTHEM KOPbI HAJMIOYEUYHWKOB U THIIOTO-
HaJIOTPOIHBIM TutioroHaauamoM [17]. [lenenms rena
DAX1 mosker coueraTbcs € HEKOTOPBIMU JIPYTUMU
X-crerieHHbIMI 3a00JI€BAHUAMM, TAKUMU KaK MbI-
meuHass auctpodus /[lomena, medunuT ranuiepo-
KrHasbl 1 kapbomousrpancdepassl [24]. B 40% ciy-
YaeB HA/IMIOYEYHUKOBAS HEJIOCTATOYHOCTH PAa3BUBAET-
CsI B TE€UEHME TIEPBbIX 2 MECSIIEB JKU3HU, B OCTATIHHBIX
clydasix — Ha TPOTSIKEHWHU JI€TCKOTO BO3pacTa.
Onucanbl o3iHUEe (POPMbI BPOXKIEHHOU IMITOTIIA3UN
HA/IITOYEYHUKOB, KOTOPbIE MOTYT MaHU(ECTUPOBATH Y
MOJIOZIBIX B3POCabix MyskuuH [29]. Eme omnum Ba-
PUAHTOM BPOKJEHHON JMCreHe3un HaIIOYeUYHUKOB
SIBJISIETCST MyTalus reHa dakropa crepoujiorenesa 1
(SF1). 3ror reH HeobxoauM st auddepeHImalim
roHaJ y 000KX I10JIOB, 0COOEHHO Y MaJIb4UKOB, U Hajl-
noueyHnkoB. B orimmune DAX1, mytanmu SF1 penko
MIPUBOJISIT K PAa3BUTHUIO HAJNIOYEYHUKOBOUM HeIOCTa-
Tounoctu. Y gereii ¢ kapuoruiiom 46,XY nabiiogaer-
Csl JINCTeHe3Ws] TECTUKYJl M pa3Hasi CTelleHb Hapy-
nrerust aAug@epeHupoBKy 1MoJia: OT TUTIOCTAUK
JI0 TIOJTHOTO JKEHCKOTro (hpeHOTUIa ¢ COXpaHeHHeM
npon3BoHbIX MiosinepoBbix mpotokos [8]. [loatomy
y neTeil ¢ aMOuCeKCyalbHbIM CTPOEHIEM IeHUTA M
n ¢enotunmyeckux gesouek ¢ [THH (mpu nckiove-
nun BJIKH) pexkomenmyercs mccienoBaHue Kapuo-
tuna g auddepeHuantbHON TUarHOCTUKN Hapy-
HIEHU CTEPOUIOTEHE3a B TOHAIAX U HAJIIOUYEUHNKAX
(nedexrsr StAR, SF1, hepMmeHTOB OTIHIEIIEHNS OOKO-
Boit rierin (P450scc)) [17]. ¥V marnuenTok ¢ KapuoTtu-
oM 46,XX runoKOpTUIIM3MY MOKET COIYTCTBOBATH
HepBUYHAs WM MPUOOPETEHHAs HeJ0CTaTOYHOCTh
SIMYHUKOB. BO3MOKHO pa3BuTHE aJIPEHATIOBON HEO-
CTaTOYHOCTH TIOCJIE TEPUOJIA HOBOPOXKIEHHOCTU —
omcanbl ciaydan manudecranuu [THH y nereit c
myTarueit rena SF1 crapimre 1 roga [4].

Jlpyrue HacsiecTBEHHbIE CUHIPOMBbI, BKJIIOYAIOIINE
runonziazuio HaganodednnkoB (MIRAGE, IMAGe,
[Tammcrepa—Xosta, Mexkess, [lena—IIlokepa, Tices-
npotpucoMun 13 1 7Ip.) COMPOBOKIAIOTCS BBIPAsKEHHOM
3a/IeP/KKOIl BHYTPUYTPOOHOIO PasBUTHSL, Maabhop-
MalusaMu nasbleB u yepena [17].

B coryuasgx m301mpoBaHHON TIIIOKOKOPTUKOWIIHON
HEZ0CTATOUHOCTH HEOOXOAMMO UCKJIF0UYATh CUHIPOMBI
pesucrenTHocTH K AKTT. Cemelirbie (hOpMBI TITIOKO-
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KOPTUKOUAHON HefocTaTouHoCcTH 1 1 2 Tumos (Bcien-
ctBue myTaruii B renax perenntopa AKTI — MC2R
n MRAP) xapakrepusyrorcss TUMOTJINKEMUYECKUMU
COCTOSTHUSIMM, CY/IOPOTaMH, TUIEPIUTMEHTAINell B
Meprojie HOBOPOKIEHHOCTH WJIM PAaHHEM BO3PacTe
[17]. OnHoit 13 MpUYMH U30JUPOBAHHOTO AedUITa
ITIOKOKOPTUKOU/IOB  SIBJSIIOTCST MYTAallMUM T'EHOB
NN (HUKOTUHAMUA-HYKJIEOTU/I-TPAHCTUIPOTEHA3HI )
n TXNRD2 (tpuopenokcuH-penyKrasbi-2), TpPUBO-
JISIIUEe K HapYIIEHWIO PEryJsiiuyd OKUCJIUTENbHO-
BOCCTAHOBUTEJbHBIX PEAKIUil cTepouporenesa. [Ipu
myTarun reHa NNT HajrmouedHUKOBasT HEOCTATOY-
HOCTH TIPOSIBJISIETCS B paHHEM Bo3pacTte — ot 1,5 me-
cana 1o 4 mer (meanana 11,5 mecsama) [25]. dedexr
TPUOPENOKCUH-PEAYKTA3bl-2 MPUBOIUT K HU30JUPO-
BaHHOMY JIe(PUITUTY TTIOKOKOPTUKOUIOB ¢ MaHubec-
Tanuelr B Bo3pacte oT 1-To Mecsra Ku3HU 10 7 JeT
[23]. XapakTepnoii yeproii peaucrentHoctu Kk AKTT
SIBJISIETCST BBICOKASI KOHIIEHTPAIIMSI ATOTO TOPMOHA 1
TUTIEPIUTMEHTAIVS, KOTOpasi coxXpaHsieTcs: Ha (hoHe
AJIEKBATHOI 3aMECTUTEIBHOUN Tepary TITIIOKOKOPTH-
kongamu. [loatomy npu sedernnu atux dhopm [THH
He PEKOMEH/IYeTCsI Mo/IaBJieHue YPOBHSI KOPTUKOTPO-
MIMHA /10 HOPMAJIbHBIX 3HaveHui [17].

Bospacm cmapwe 1 z00a

[Ipn manmdecTanuum HaATIOYEYHUKOBONW HEIO-
CTATOYHOCTH B CTaplieM Bo3pacTe HeoOXOAMMO
o0ciie1oBaTh MAIlMEHTOB Ha HAaJIW4YUe aHTUTE]T K
21-rugpoxcumnaze. [Ipn ayToMMMyHHOM ajipeHaInTe
9THU AHTUTEJA TOJOXKUTENbHBl y 90% manuenTos.
Bosmoskno Beigasienne anturen kK CYPC17, CYPscce
u CYP11A1 [17]. IlopaskeHune HaIIIOYEYHUKOB pa3-
BUBAETCSI KaK M30JMPOBAHHO, TaK U B COYETAHUU
(10 50% cayyaeB) ¢ maToJorueil Apyrux OpraHos:
ayTOMMMYHHBIME 3a00JIeBAaHUSAMU [IUTOBUAHON
JKeJe3bl, ayTOUMMYHHBIM TaCTPUTOM, MEPHUIIMO3-
HOI aHemueii, caxapubiM auaberom 1 Tuia, BUTH-
JIUTO, TIPEKIEBPEMEHHBIM HUCTOIIEHUEM STUYHUKOB,
nenuakuedn u ap. [16]. AyTouMmMyHHBIN TOJU-
rnanayasapueii cuagapom (AIIC) 1 Tuma pemko
MaHU(DECTUPYET € HAMMOUYEYHUKOBON HEJIOCTATOY-
Hocthio. [To ganueim E. Oprooit (2017), B poccnii-
ckoll koropre usz 138 o6ce0BaHHbIX MAIUEHTOB €
ATIC 1 tuna ITHH OGbuia BbisiBiieHa y 84 desioBek
(64%), 11Ipu 9TOM TOJIBKO y 2 3TOT KOMIIOHEHT CUH/I-
poma 3apeructpupoBan mnepsbiM [1]. Hame Bcero
ITHH passuBaercst B 10—15 jer mocie BHISIBIEHUS
KaHaumo3a (Kak IMpaBuiio, 0 5 JIET) U/WIH TUIoIa-
parupeosa (B 5—10 ser) [30]. st panmeit guartoc-
TUKWA HTOTO CUHIPOMA PEKOMEHJYIOT ITPOBOJUTH
ompejiesieHNe aHTUTeJ K nHTepdepony-w [17].

Y MaJIbuYMKOB TIPM OTPUIIATETIHHOM TECTe Ha aH-
Turesia K 21-rugpokcuiase HeoO6XouMo 00cIe0Ba-
HUe JIJId UCKJIoUeHus ajipenoielikoquctpodun [17].
AnpenHosnelikogucTpoduss — 3TO HacJeACTBEHHOE
3abosieBanne ¢ X-CLHEIJIEHHBIM PEIeCCUBHBIM THIIOM
HACJIEJIOBAHUS, KOTOPOE XapaKTepU3yeTcsl Mporpec-
CUpYIOIEeil JieMUeJTMHNU3AIMell HEPBHBIX BOJOKOH
TOJIOBHOTO M CIIMHHOTO MO3ra W HAaJII0Y€YHUKOBOI
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lNepBuyuHas
HaAMOYe4YHUKOBast
/ HEAOCTAaTOYHOCTb \
N3oAnpoBaHHas v U3oAnpoBaHHas
HEeAO0CTaTOYHOCTb HeaoCTaTouHOCTL HeAOCTaTOYHOCTb
TAOKOKOPTUKOUAOB IAIOKOKOPTMKOMAOB MMWHEpPaAOKOPTUKOMAOB
¢ M MMHEPAAOKOPTUKOMAOB \
[eHeTMYeckMe TeCTbl FeHeTMUYeCKuit
\4 - Tect
v v AHTUTEAA K 21~ T STEPOMAHHM
> MPoMAbL
MC2R, MRAP, NNT, rMApoKcinase (KpoBb, MOYa)
AAAS, MCM4 TXNPD + l \ Hecneumndunueckoe \ 4
v CHUXeHne Aeduunt
\ \ Haanune apyrmx Creumdmueckne KOHLEeHTpaLumm AAbAOCTEPOH-
Peanc- || Hapywenwe | | SYTOMMMybiiix || vawereruts Creponaos ey
TEHTHOCTb || PEeAOKC- l
K AKTI rnoTteHumana + _
Hapywennsa A\ A
- [/I3OA[/IpOBaHHbll71 CTeponAoreHesa My)KCKOVI Amcmopqmqecme
['eHeTnyecknit Tect (reH AIRE), ayTOMMMYHHbIN (rvnepnaasms MoA HepThbl
aHTUTeAQ K MHTepgepoHy-o aApeHaAnT HaAMOYEYHNKOB) _
+ _ Y 17
A \ 4 [Mosbiwerune * MpuobpeTeHHble
AlC AlC 2,4 KOHUeHTpaumm MPUYMHDI (KPOBOU3AUSHNS,
1 Tmna T™Mna } / OAXK AEKAPCTBEHHO-
AAPEHOAENKOANCTPODNS MHAYLIMPOBaHHbIe,
MHbekunmn)
TecTtbl Ha
mMeTaboanyeckue
Bpo>kaeHHas runonaasusi HAANOYEUHMKOB | Hapywenns
(DAX1, SF1, IMAGe) n

MeTaboanueckune HapyLieHns (AeeKTbl AM30COM, NMEPOKCHCOM,
MUTOXOHAPMI, MeTabOAM3MA XOAECTEPUHA U AD.)

PucyHok. Aaroputm AndbdbepeHLMarbHOM AMArHOCTMKM MPUYMH NMEPBUMYHON HAANOYEYHUKOBOM HEAOCTAaTOMHOCTH [19]

HEIOCTATOYHOCTBIO BCJIEJCTBHE HAPYIIEHUS OKKCJIe-
HUS JIUIMHHBIX SKUPHBIX KHCJOT B IEPOKCHUCOMAX.
B 80 % cayuaeB szaGoseBamue MaHU(bECTUPYET ¢
XHH [10]. dns Bepudukarum 1uarno3a peKoMeH 1y -
etcs uccaenoBanne rera ABCD1 wmm onpenenenne
KOHIIEHTPAIUX OYeHb JIJTUHHBIX JKUPHBIX KHUCJIOT
(OZIKK) (obuiero yposuss C26 u COOTHOLIEHUS
C26/C22 B niazme) [17].

Tpoiiroit cunapom (AAA) npezacrasisier coboii co-
yeTaHue BPOKIEHHON aJIAKPUMUH, axajla3uu U GOJIe3HN
Annucona BcienctBue pesuctentHoctr Kk AKTI, a
TaKsKe BKJIIOYaeT B ce0st IIPOrpecCHpyrolie HEBPOJIOrt-
yeckue HapymieHust. CaMbIM PaHHUM W [TOCTOSIHHBIM
KOMTIOHEHTOM CHHIpoMa siJigercst anakpumusd. X HH
(B 85 % ciiy4aeB M30JMPOBAHHAST TJIFOKOKOPTHKOM/HAST
HEI0CTaTOYHOCTh) pa3BuBaercs B Bospacte 5—10 jer
(cpemnuii Bozpact 6,3 roma) u B 50% cirydaes sIBIISIETCST
HIEPBBIM CUMIITOMOM, C KOTOPBIM IaI[MeHThI 0OpaIIAtoT-
Cs1 32 MEJIMIINHCKON MTOMOIIIBIO [25].

Hapyuienus: MmerabGosinaMa IEPOKCUCOM, JTIU30COM,
AHJIONIA3MATUYECKOTO PETUKYJIYyMa, TTIOMUMO Hapy-
HIEHUs CTEPOUIOTEHe3a B HA/IITOYEUHUKAX, TIPOSIBJISI-
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IOTCST BBIPAKEHHOH HEIHJOKPUHHON CUMIITOMATH-
KOW: TSIZKEJIBIM HEBPOJIOTMYECKUM JePUITUTOM, 3a-
NEPAKKOI (PU3MUECKOTO PA3BUTHSI, TEMATOJIOTTUECKOM
" CKeJIeTHOU maTtoJsiorueit [17].

Anroput™m auarHoctuku npuaud [THH npencras-
JIeH Ha PUCYHKe.

3axioueHne

1. IlurmenTanuss KOMKHBIX IOKPOBOB U THIIEP-
KaJIneMHUsI SIBJISTIOTCSI HEIIOCTOSTHHBIMU TTPU3HaKaMK
ITHH, u ux oTcyTcTBHE He HOJKHO GBITH TOBOIOM
JUIST UCKJIIOYEHMs 2TOTo jauarHosa. [Ipm umsosu-
POBAHHOI I'MIIOHATPUEMUN HEOOXOAUMO IIPOBOJUTH
muddepernuanbHyo AMaTHOCTUKY € CHHAPOMOM
HeaJleKBAaTHOW CEKPeINnu aHTUINYPETHIECKOTO
ropMoHa.

2. CyOKJIMHMYECKUI THUIIOTUPEO3 YacTO BbISIB-
JisgeTcs Ipu MaHugecTaluy HaAIl04edHKOBOIN He/l0-
cratouHoctu. [Ipuem JieBOTUPOKCHHA /[0 Ha3HAYEHUST
[JTIOKOKOPTUKOU/IOB MOKET CIIPOBOIIMPOBATH Pa3Bu-
THE aJPEeHaJOBOTO KPU3a.
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YKPATHCbKUI XKYPHAA AUTAYOT EHAOKPUHOAOT T

3.V gereil mpeobaasaioT TeHeTHYeCKue MPUYuHbL
MMePBUYHON aJ[peHaJloBOM HemocTaToyHocTu. Ha-
CJle/ICTBEHHbIe 3a00JIEBAHUST HAAIIOUCYHUKOB UMEIOT
JIBa MMUKOBBIX BO3pacTa MaHU(peCcTaIln: HeOHATAIb-
ueii 1 mocse 9—10 ser. HegocraroutnocTs Haaiouey-
HUKOB MOJKET SIBJISITbCSI TEPBBIM IPOSIBJIEHUEM He-
KOTOPBIX 3a00JI€EBaHUI € MMOJHOPraHHBIM TTOPasKEHMU -
eM (TakMX Kak aJipeHoJIelKoaucTpodus, MoJnuTIan-
NYJISIPHBIE ayTOUMMYHHbBIE CHUMIITOMBI), HACJEACT-
BeHHBIX GoJiesHell ¢ HapylieHneM AuhdepeHIITPOBKI
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110J1a, TUITOTOHAIIM3MOM (ZieheKThI (hepMEHTOB CTEPOU-
JIOTeHes3a, TUIIOIJIa3Us HaAOYeYHUKOB). ITO 00yC-
JIOBJIMBAET aKTyaJbHOCTh BBISICHEHUSI HO30JI0OTHYEC-
KOl popmbl 3a00/1€BaHMSL.

4. Jlmarnoctrka IPUYUHBI PA3BUTUST HAIIIOYEUHU-
KOBOH HEJOCTATOYHOCTU Yy JIeTEH MPeNCTaBIsSeTCs
CJIOKHOI 3ajaueii, Tpedyrolieii coBMEeCTHON paGoTh
CHENUANTNCTOB B 00JacTH MeAMaTPUM, SHAOKPHU-
HOJIOTHH, T€HETUKU, JTabopaTOPHOIl U YJIbTPasByKO-
BOIl IUAarHOCTUKHU, THHEKOJIOTUU W YPOJIOTUH.

KoHhAMKT nHTEpECoB OTCYTCTBYET. YyacTue aBTopoB: KOHLenLUums v Au3anH uccaeaoBarms — H. B. Boakosa, A. B. CoaHueBa;
cbop 1 obpaboTka matepmana, Hanmcanue ctatbu — H. B. BoakoBa; peaaktvpoBaHme ctatbn — A. B. CoAHueBa.
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AlaTHOCTM‘-lHMM l'lOl_IJYK NMPUYUH pOSBMTKY
l'lepBMHHOI HaAHMpKOBO| HEAOCTATHOCTI Y AlTEM

A. B. CoaHuesna', H. B. BoakoBa?
T BiAOPYCbKMIA AEpIKaBHMIA MEAMYHMIA YHIBepcuTeT, MiHcbk, Pecriybaika biropycb
2 Apyra Micbka AMTSYa KAiHIUHA AikapHs, MiHcbk, Pecnybaika Bianopycb

[TepBuHHA HENOCTATHICTD KOPM HAHUPKOBUX 3aJ103 Pi/IKO 3yCTPivacThesl B mepiaTpuuHiil mpaktuili. Huspka crenndivaicTsh
CUIMIITOMIB Y JINTSTYOMY Billi 4aCTO MPU3BOIMUTH 10 HECBOEYACHOT [iarHOCTUKY Tiiel marosorii. [imokopTuimsM HeoOXiaHo ande-
PEHLIIOBATY Bi MOAIOHUX 32 CUMITOMATUKOIO abo J1abopaTOpHUMK 3MiHAMU eHAOKpUHonariit. OnHicio 3 HalOLIbII HOCTIHMX
J1a00PaTOPHUX O3HAK HEAOCTATHOCTI KOPH HaJHUPKOBUX 3103 Y JIiTell € TIloHATPieMis, B TOII Yac sIK rifnepKaieMist BUSIBIISETHCS
Y TIOJIOBUHM TIAIlI€HTIB 3 TIMOKOPTUIIM3MOM. BUABICHHS HU3BKUX TTOKa3HUKIB HATPilO HA TJIi BIZICYTHOCTI TinepKaiieMii HepijKo
BBO/IUTH JTIKAPiB B OMaHYy, IPU3BOSYH /10 TTOMUIKOBOTO JIIarHO3Y «CHH/IPOM HEQ/IEKBATHOI CEKPeIlii aHTH/IiyPETUIHOTO TOPMOHAY .
306isbIIeH ST PIBHS THPEOTPOITHOTO TOPMOHA XapaKTePHO Jist MaHiecTallii TiltoKOPTUITN3MY, IPU bOMY JOC/IJZKEHHST THPEOi/-
HOTO CTaTyCy IIPOBOANTLCS B KIIHIYHIN IIPAKTHIII YaCTillle TIOPIBHSHO 3 BU3HAYCHHAM PiBHS a/[peHAIOBUX TOpMOHIB. ToMmy Tpar-
JIIETBCS, M0 BUSBU XBOPOOU AJUIiCOHA TIOMUJIKOBO TIPUHAMAIOTh 3a TiMOTHPeo3. BopHouac MpU3HAYEHHS JI€BOTUPOKCUHY TIPU
HEpO3I3HAHOMY TIIIOKOPTHIIN3MI Hebe3nedre, OCKIIbKI MOKe CIIPOBOKYBATH PO3BUTOK alPEHAIOBOTO KPH3Y.

Y muTsuoMy Billi IOMIHYIOTb TeHETUYHI TPUYMHU PO3BUTKY XPOHIYHOI HEJIOCTATHOCTI KOPU HAJIHUPKOBUX 3aJ103. ['iOKOpTHITNEM
y iTelt Mozke OyTH TepIIuM BUSBOM aBTOIMYHHUX Ta CIaJKOBUX 3aXBOPIOBAHD 3 MOJIOPTaHHUM YPaKeHHSIM, TOMY Bijl Bepudika-
11 AiarHo3y MOXKYTh 3aJle;KaTH TaKTHKa JIKYBaHHsI, MOAAJIBIION0 0OOCTEKEHHS MAIEHTa | CIIEKTP MOKa3HUKIB, SIKi MiIATaoTh
MOHITOPUHTY. 3’SICYBaHHS MPUYUHU PO3BUTKY HEOCTATHOCTI KOPU HAAHUPKOBUX 3103 Y JIITEH YACTO € CKJIAJAHUM 3aBIAHHIM i
BUMATAE CIiJabHOT poOoTH (haXiBIliB PI3HUX rajsyseil. ¥ cTaTTi HaBeIeHO OIS JITepaTypH o0 AudepeHIliHHO-[IarHOCTHIHOTO
TIOIIYKY IIPUYHIH PO3BUTKY IIEPBUHHOI HEZOCTATHOCTI KOPH HATHIPKOBUX 37103 Y JIiTell y pi3Hi BiKOBI mepiozan.

Kiio4oBi ciioBa: nepBruHHa HaHUPKOBA HEOCTATHICTD, AITH, [UdepeHIliiiHa JiarHoCTHKA.

Diagnostic search for causes of primary adrenal insufficiency in children

A. V. Solntsava’, N. V. Volkava?
" Belarusian State Medical University, Minsk, Republic Belarus
2 2th City Children’s Clinical Hospital, Minsk, Republic Belarus

Primary adrenal insufficiency rarely occurs in pediatric practice. The clinical diagnosis of the disease is frequently delayed or
missed because of nonspecific symptoms early in the course. Hypocorticism should be differentiated from other diseases with
similar symptoms or laboratory changes. Hyponatremia is one of the most consistent laboratory signs of adrenal insufficiency in
children, while hyperkalemia is detected in half of patients. Detection of low sodium levels in the absence of hyperkalemia often
misleads doctors, leading to false diagnosis of «syndrome of inadequate secretion of antidiuretic hormone». Increased thyroid-
stimulating hormone level is characteristic of the manifestation of hypocorticism, meanwhile evaluation of the thyroid status is
carried out more frequently than the level of adrenal hormones. Therefore, manifestations of Addison’s disease would be suggested
to be the symptoms of hypothyroidism. At the same time, intake of levothyroxine in unrecognized hypocorticism is dangerous, as
it can trigger an adrenal crisis.

In children genetic causes of chronic adrenal insufficiency are the most prevalent. Hypocorticism in children may be the first
manifestation of autoimmune and hereditary diseases with multiorgan lesions, so the precise diagnosis may influence the
treatment decisions, further examination of the patient and the range of indicators to be monitored. Searching the cause of adrenal
insufficiency in children is often a challenge and requires joint work of specialists in different fields. The article presents a review
on the diagnostic search for causes of primary adrenal insufficiency in children of different ages.

Key words: primary adrenal insufficiency, children, differential diagnosis.
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