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AMarHocTuyeckMm NOUCK NPUYUH
pa3BUTUS NEPBUYHOU HAANOYEYHUKOBOM
HEAOCTAaTOYHOCTU Y AeTeM

-
A. B. CoaHuena’', H. B. BoakoBa?
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" beAopyccKmii rOCyAQPCTBEHHbIN MEAMLIMHCKUIA
YHUBEPCUTET, MMHCK

2 BTopasi ropoAckast AeTckas KAMHUYeckast 60AbHMLL,
MwuHck, Pecriybanka beaapych

[lepBuuHas Ha/OYEUHMKOBASI HEZIOCTATOYHOCTD PEIKO BCTpevaeTcs B lefiraTpruyeckoii npaktuke. Huskas crieruguynocts cumii-
TOMOB B JIETCKOM BO3PACTe YaCcTo TIPUBOJIUT K HECBOEBPEMEHHOI JIMATHOCTHKE ATOM MaToI0rii. [UIoKopTHIEM HeoOxommmo anudde-
PEHIMPOBATH OT CXOJHBIX 110 CUMIITOMATUKE MJIU JTAO0PATOPHBIM U3MEHEHNUSAM dHAOKpUHONAaTHi. OHUM U3 HanboJiee IIOCTOSHHBIX
J1abOPATOPHBIX MPU3HAKOB HAIITOYEYHUKOBON HEJIOCTATOUHOCTH Y JIETEIl SIBISETCS] THIIOHATPHEMIST, B TO BPEMsI KaK IHIEPKaINeMUsT
BBISIBJISICTCS Y TIOJIOBUHBI [TAIIMEHTOB C TUITOKOPTUIIM3MOM. BbIsiB/IeHNe HU3KUX TIOKasaTesell HaTpus Ha (hoHe OTCYTCTBUS TUITEPKAJIH-
eMUH HEPEJIKO BBOJUT Bpaueil B 3a0JTy K/IeHVe, IPUBOIS K OIMMOOYHOMY JIMArHO3Y «CHH/POM HEaIeKBATHON CEKPEIMH aHTH/INYPETH-
YeCKOro TOPMOHAy. YBeJInUeHe YPOBHSI TUPEOTPOITHOTO FOPMOHA XapaKTePHO /i MaHU(peCTallui THIIOKOPTUIIN3MA, TIPH 9TOM HCCJIe-
JIOBaHWe TUPEOMTHOTO CTATyca TIPOBOAUTCA B KIMHUYECKOH IpaKTHKe yaile, 110 CPaBHEHUIO ¢ OIIpe/ieJieHueM YPOBHS aJIpeHAIOBbIX
ropmMoHOB. [ToaTomy ciryyaercs, 4To NposiBJIeHust 00JIE3HI AJUIMCOHA OMIMOOUYHO TIPUHUMAOT 3a TUIIOTHPEO3. B To jke Bpemst HazHave-
HUe JIEeBOTUPOKCHHA IIPU Hepaclio3HaHHOM THIIOKOPTHUIIM3ME OIIaCHO, TaK KaK MOKET CIIPOBOIIMPOBATL Pa3BUTHE a/[PEHAJIOBOTO KPHU3a.

B nerckom Bo3pacre JOMMHMPYIOT IeHETHYECKHUE MPUYUHBI Pa3BUTHUS XPOHUYECKOW HAAIIOYEUHUKOBON HENOCTATOYHOCTH.
TUIOKOPTHIMAM Y JieTell MOJKET ObITh TIEPBBIM MPOSIBJIEHIEM ay TOMMMYHHBIX 1 HACJIEJCTBEHHBIX 3200JIEBAHNUIT C TIOJIMOPTaHHBIM
MOPaKEHUEM, TT0ITOMY OT BepU(DUKAIMY IMATHO32 MOKET 3aBUCETh TAKTUKA JICUCHIs], JAJIbHEIIIero 00Ce/l0BaHs TIAIIMEHTA 1
CIIEKTp TI0Ka3aTeJieil, KOTopble TOo/IeKaT MOHUTOPUHTY. BbIsicHeHre IpUYMHbBI Pa3BUTHS HAJATIOUEUHUKOBON HEIOCTATOYHOCTH Y
JeTelt yacTo sBasSeTes CA0KHOI 3a1a4eil u Tpebyer COBMECTHON paboThl CHEIUANUCTOB B PasHbIX o0JacTax. B craTbe npuseieH
00630p JmTepaTypbl 110 AuddepeHImatbHO-IHarHOCTHYECKOMY MOMCKY MPUYHH Pa3BUTHST TIEPBUYHON HAAOYEYHIKOBON HEI0-
CTATOYHOCTH Y JIeTell B pa3Hble BO3PACTHbBIE 1€PUO/IbIL.

KmoueBbie ciioBa: epBrYHast H/IIOYEYHNKOBAST HEZIOCTATOUHOCTD, fIeTH, AU depeHIinantbHast IMarHoCTHKA.

K HacrosmeMy BpeMeHU TOJHOCTHIO yTOUHEH

I ionee 150 mer wazanm Tomac AmaucoH BIiepBbie
aToreHe3 BPOKAECHHBIX U MPUOOPETEHHBIX (HOpM

YCTaHOBHUJI CBA3b MEXKAY IOpPaXEHHUEM Ha/Il0-

YEYHUKOB U CUMIITOMOKOMILJICKCOM, BKJIIOUAIOITM
IMOXy/IeHrE N TUIEPIUTMEHTAINIO. HepBI/I‘{Haﬂ Ha/l-
nouedHukoBasg HexmoctaTouHocTh (IIHH) — ato
CHHJIPOM, OOYCJIOBJICHHBIN AE(DUITUTOM MPOLYKIIUN
CTEPON/THBIX TOPMOHOB Ha/IIOYCYHUKaAMU (I‘JIIOKO— n
MUHEPATOKOpTUKOu/0B) [14]. Pazmmyator xpoHudec-
kyio u octpyio [THH. AnpenanoBblii Kpu3 MOKeT
PasBUTHCA U KaK MCXOJ IEKOMIIEHCAIMN XPOHUYEC-
KOH HefocTaTouHOCTH HagmoueynnkoB (XHH) [19].

ITHH. Ho B pyTUHHON KJINHIUYECKOW TIPAKTUKE 3a00-
JIEBAHIE YaCTO IPOIMYCKAETCS U JAUArHOCTUPYETCS
HecBoeBpeMeHHO [27]. Tak, mo manHbiM P.J. Simm
(2004), y TOJIOBUHBI JIeTeli ¢ XPOHUUECKUM TeUCHUEM
IMTHH MmeauaHa JJIUTETbHOCTH OOJIE3HU OT TIOSIBJIE-
HHUA TIEPBBIX CHUMIITOMOB /10 ITOCTAaHOBKHU [AMarHo3a
cocraBuiia 2 roja [28]. S. Ten 1 coaBT. OTMETHIIH, UTO
60 % B3pOCJIbIX TAIIMEHTOB C HEOCTATOYHOCTHIO HAJI-
[IOYEYHHUKOB 00pallaiich K AByM U Goiiee clerma-
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Tabanua 1
Kannmnueckue nposiBaenms NHH [6]

N2 12019

2Kanoowbi

MaTtodnsnonormyecknini mexaHmsm

C/\a6OCTb, CHM>KEHMEe MbILLEeYHOM CUAbI

[AtOKOKO PTUKOMAHAA HEAOCTATOYHOCTb

AHOpeKcHs, noTeps Beca,
3aAep>Kka (H13MUYecKoro pasBuTUS y AeTen

[AtoKOKO PTUKONAHAA HEAOCTATOYHOCTb

TowHoTa, pBOTa, GOAbL B XKMBOTE

rAIOKOKOpTVIKOl/IAHaﬂ M MMHEPAAOKOPTUKOMAHAA HEAOCTAaTOUYHOCTb

Mwuaarus, 60Ab B CycTaBax

[Atokoko PTUKOMAHaA HEAOCTAaTOYHOCTb

COHAMBOCTb

rAIOKOKOpTVIKOVIAHaﬂ M MMHEPAAOKOPTUKOMAHAA HEAOCTAaTOUYHOCTb

[MpucTpactre K coreHoMy

MwuHepaAoKOpTHKOMAHASH HEAOCTAaTOYHOCTb

(dusukasbHble AQHHbIE

[TurMeHTaumMs KoXxmu

MN36bITOYHas cekpeumnda npom3BoAHbIX MPOONMMOMEAAHOKOPTHMHA

Anxopaaka

[AlOKOKO PTUKONAHAA HEAOCTATOYHOCTb

Hwuskoe apTepuraabHOe AaBAEHWE, opToCTaTMYecKas
rUNOTEH3US, AermapaTaums, rmMrnoBOAEMUYECKMIA LLIOK

rAlOKOKOpTl/IKOl/IAHaﬂ M MMHEPAAOKOPTUKOMAHAA HEAOCTAaTOYHOCTb

AabopartopHbie AaHHble

[MnoHaTpremuns

rAIOKOKOpTVIKOVIAHaﬂ M MMHEPAAOKOPTUKOMAHAA HEAOCTAaTOUYHOCTb

[nMnepkaanemms

MwuHepaAoKOpTHKOMAHASE HEAOCTAaTOYHOCTb

AHemMUs, AMM(OLIMTO3, 303MHODUANS

[AtOKOKO PTUKOMAHAA HEAOCTATOYHOCTb

[Mnorankemmsi

[AtOKOKO PTUKOMAHAA HEAOCTATOYHOCTb

MeTtaboAnyeckunii auma03

MMHepaAOKOpTMKOMAHaH HEAOCTAaTOYHOCTb

[ToBblleHNe KOHUEHTPaUunn CbIBOPOTOYHOIo KpeaTMHWHa

MMHepaAOKOpTVIKOMAHaﬂ HEAOCTAaTOYHOCTb

jguctam 10 Bepudukanuu auaruosa [30]. [losxnee
soisBaenre ITHH obyciosieno manoi cnenuduy-
HOCTBIO CHMIITTOMOB Ha HAYaJIbHBIX CTaUsAX 3a00J1e-
Banus [27].

Kimnuka u quarnoctuka ITHH

XapakTepucTuKka KIMHUIECKON KaPTUHDI TIEPBUY-
HOU HAAMOYEYHUKOBOU HENOCTATOUYHOCTU TIPEICTaB-
Jiena B Tabu. 1.

[uarnoctuka [THH ocHoBbIBaeTcs Ha ompenese-
HUU HU3KOU CEKPEeIy KOPTH30Ja HAAIIOYeTHUKAMU
[17]. B xauecTBe CKPHHMHTOBOTO MeTOa TIPH MO/0-
3peHUU Ha A[PEHAIOBYIO0 HEOCTATOYHOCTH PEKOMEH-
JIOBAHO HUCCJIEA0BAHUE YPOBHS KOPTH30JA U aIPEHO-
koprukorponHoro ropmona (AKTT) B 8 wacos yTpa.
Perucrpanust konienTpanuu Koprusosia Hike 108
HMOJIb/J Ha (ore nosbierHoro (6osee 100 1r/mir)
sravenus AKTI cBunerenscrByer B mosndy [THH c
YyBCTBUTENBHOCTBIO 83 % u crerubudnoctbio 99 %
[21]. [Tpu ypoare kopTr3oa B 8.00 Bbitie 381 HMOIb/71
HA/[MOYEYHUKOBAsT HEIOCTATOYHOCTD MAJIOBEPOSITHA.
B coMHUTENBHBIX CITydasiX MPOBOIAT ANHAMUYECKIE
po0bI, MOBBIMIAMIINE YYBCTBUTEILHOCTh U CIEIH-
(buuHOCTB HCCTEOBAHUS GA3ATBHOM CEKPEITUT KOPTH-
30sta. J1J1s1 9TOr0 UCIIOJIB3YIOT CIIELYIONINE TECTDL:

1) crangaprias npoba ¢ ananorom AKTT (cunaxreHom);
2) HU3KO/103Hast IPOOA C CHHAKTEHOM;

3) TecT Ha TOJIEPAHTHOCTH K MHCYJIUHY;

4) mpoba ¢ meTuparonom [21].

OreHka TpOLYKITNY MUHEPAIOKOPTUKOUIOB OCHO-
BaHa HA U3yYEHUU YPOBHEH PEHMHA U aJIbJOCTEPOHA.
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Kak mpaBusio, mpu ayTOUMMYHHOHN JIECTPYKITUN HAJI-
MOYEYHUKOB JTaOOPATOPHBIE U3MEHEHUST Pa3BUBAIOT-
cs B CJEAYIONIEM TOPS/IKE: TOBBINICHIE PEHUHOBOM
AKTUBHOCTU IIJIa3Mbl — CHHJKEHNE KOHIIECHTPAIUN
aJbIOCTEPOHA — 3JIEKTPOJUTHBIE HapytieHus |[6].
ITpu 3a60pe KPOBU JIJIsT OTIPEIETIEHIST YPOBHST PEHUHA
HEoOX0AUMO COOJII0AATH OlIpeeIeHHbIe TPeOOBAHUS.
Pekomenmyercsi 3aMOpO3UTH TLIa3My B TedeHUe
10 munyT TMOCTE TIeHTpUDYrUpoBaHus (eC/U aHAIU3
IIPOBOJIUTCS He cpa3y). B nmpoTuBHOM cirydae xpaHe-
Hue npu temueparype 4—5 ‘C MOKET IPUBECTU K
KpHUOAKTHUBAIIN TIPOPEHMHA B PEHUH MW HNCKA3UTh
pesyabraThl, [TalueHT K0/KeH OOIPCTBOBATD M HAXO0-
JIUTHCST B BEPTUKAIBHOM TIOJIOKEHUN He MeHee | gaca
nepet 3a6opom obpasita kposu [17].

MudPpepennunanbaas nuarnoctuka ITHH

1. Cunopom neadexeamnoi cexpeuuu
AHMUOUYPeMUUEcKoz0 20pMOHA

O/:[HI/IM u3s HaI/I6OJIee ITOCTOAHHBIX MTPU3HAKOB Ha/l-
MOYEYHUKOBON HEJJOCTATOYHOCTH SBJISETCS THITOHAT-
puemust (Habmomaercss y 90% TaIMeHToB IETCKOTO
Bo3pacta) [15].

B ee pasBuTHM 33/1eHICTBOBAHBI CIIEAYIONINE MeXa-
HU3MDbI.

1) [ToBbimeHHAsT TPOAYKINSA aHTUANYPETUUECKOTO
ropmonHa (A/I). YcranoBieHo, 4TO KOPTU30J UH-
rHOUpPyeT TPOAYKIIMIO BAa3OMPECCHHA KaK HATPsI-
MYIO, TaK U TIOCPEICTBOM OTPHIATENHHON 0Opar-
HOM CBSI3U C KOPTUKOTPOITUH-PUIUS3UHT TOPMOHOM
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TabAuua 2
Anddeperumarbias amarHoctuka CHCAAT w MHH [12]
Kputepum MHH CHCAAT
Boaemunyueckuii ctatyc [MnoBoAemusi, pexke HOpMOBOAEMMS HopmoBoaemus

ypOBeHb MOYEBUHbI 1 MOYEBOM KNCAOTbI
B CbIBOPOTKE KPOBU

HopMaAbHbI AW NOBbILLEHHbINA
(BCAEACTBME TMMOBOAEMUM)

HopMaAbHbI AW MOHM>KEHHbIN
(BCAEACTBME pa3BeAeHUs)

[Noka3aTeAn KMCAOTHO-OCHOBHOIO COCTOSIHMS

MeTtaboAnueckmin aumao3

Hopma

KeToHypus XapakTepHa

He xapaktepHa

(KT-PI). AT u KT-PI BbipabarbiBaioTcs B
MAPABEHTPUKYJSIPHBIX SIIPAX THUIIOTAJaMyca U
UMEIOT COJPY’KECTBEHHDBIN XapaKTep CEKPEIUH.

Kpowme Toro, Hapytienust CACTEMHON reMOAMHAMU-

K1, 00yCJIOBJICHHBIE JIE(PUITUTOM TIIIOKOKOPTHKOU-

OB (apTepuajybHasi TUIIOTEH3US, TUIOBOJIEMUS,

CHIKEHHUE CEPETHOTO BBIOPOCA), TPUBOJISAT K CTH-

MYJISILIAKA GapOPeIelTOPOB 1 BbIOPOCY Basolpec-

cuHa. Pesymnsrarom neiictsusi AL saBisiercs 3a-

NIep/KKa KUAKOCTU U JAWJTIONMUOHHAST TUITOHAT-

puemus [12].

2) lepuiut MUHEPAIOKOPTUKOUIOB, KOTOPBIN MPH-
BOJAUT K HapylleHUio peabcopOLuUyM HATPUS B
noukax [12].

ITo mauubim S. Hsieh (2011), rumepkaiuemust
BoisiBisiercs y 50 % nereit ¢ [IHH [15]. OtcyrcrBue
MOBBIIIEHUST YPOBHS Kajusd Yy MHOTHX MHAIEHTOB
MOKET OBITH CBSI3aHO € DKCTPapeHAJbHBIMU MTOTEPSI-
MU (BO BpeMs moBTopsromieiics poTer) [30], Huskum
HOTPeOIEHIEM KaJIHsT, U30JMPOBAHHOI TJIFOKOKOPTHU-
KOMTHON HEJIOCTATOUYHOCTBIO (HAIIPUMep, KOT/ia ayTo-
UMMYHHAsT IeCTPYKIUS WHIYIUPOBAHA aHTUTEJAMU
¢ u3bMpaTeIbHBIM CPOJICTBOM K IIYYKOBOU 30HE KOPBI
HA/[MOYeTHNKOB) [12].

BroisiBnienue HU3KMUX 1oKa3aTesieil HaTpus Ha (hoHe
OTCYTCTBUSI TUIIEPKATIEMUN HEPEIKO BBOIUT Bpadeil
B 3a0JysK/IeHUE, TTPUBO/ST K OITUOOYHOMY JIHArHO3Y
«CHUHZIPOM HEAJeKBATHON CEKPEInu aHTUINYPETU-
yeckoro ropmonay» (CHCA/IT) BmecTo HajmouedHu-
KOBOI HeI0oCcTaTOYHOCTH. OCHOBHBIE OTJIUYMS TIPU
nuddepeHnnanibHOi MATHOCTUKE 9TUX COCTOSIHUN
nepeunciaens B Tabr. 2 [12].

2. lunomupeos

CoryiacHO JaHHBIM JIUTEPATYpbl, YBeJUYCHUE
ypoBHa TupeoTrpornHoro ropmoHa (TTI) wacto
BCTpeYaeTcs Mpu MaHudecTann TUIOKOPTUIIM3MA
[5, 9]. Ilpeamonaraercsi, yto Ha doue meduiura
TTIOKOPTUKOUZOB CHUYKAETCS YYBCTBUTEIHHOCTD
NIUTOBUIHON JKeJe3bl K CTUMYJIUPYIOMIEMY Jleii-
cruto TTT [9]. Konnentpaiusi THpeoTpONUHA
penxko npessbitaer 10 MME /mit. Kak npasuiio, oka-
3atesp TTT HopManu3yeTcst CHOHTAHHO TOCJIe Hava-
JIa 3aMECTUTETHHOM Teparnuy TJIIOKOKOPTUKOWIAMU
mpu [THH [13]. OxnHako ommcanbl ciaydan, KOTJa
nposiBjieHust 60Jie3HN AJIMCOHA OMTUGOYHO TPUHU-
MaJnch 3a runotupeos [7, 20, 33]. Heckombko dak-
TOPOB CIIOCOOCTBYIOT TMPOIYCKY IHATHO3a HAJIO-
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YEYHUKOBOU HEITOCTATOYHOCTU ITPU BBIABJIEHUN TH-

IOTUPEo3a:

e Masast crnenuUIHOCTh U CXOKECTh CUMIITOMATH-
K1 y atux 3aboseBanuii [20];

* HeoOg3aTeNbHOE HAJIMYME TUMIEPITUTMEHTAIINT KOKU
N CJAM3UCTBIX IPU TEPBUYHOM TUIIOKOPTHUIIU3IME,
caabast ee BHIPAKEHHOCTH, HE3AMETHOE MOCTEIeH-
HO€ [IPOrpeccupoBanme OO MOsIBJIEHNE B JIETHUI
CE30H, KOT/[a MUTMEHTAIUS BOCIIPUHUMAETCST KAk
3arap [2];

* JCC/IeOBaHME THUPEOUIHOTO CTaTyca JelleBlie,
JIOCTYITHEE W JIeTYe JIISi MHTEPIPETAINU 10 CPaB-
HEHUIO ¢ 0OCJIEe[I0BAaHUEM IO MOBO/Y MOI03PEHUS
na [THH [20].

HasnaueHue JIEBOTUPOKCHHA TP HEPACIO3HAH-
HOM THIIOKOPTHI[M3ME OTACHO, TaK KaK MOXKET CIIPO-
BOIIMPOBATH Pa3BUTHE a[PEHATOBOr0 Kpusa. V3Bect-
HO, YTO THUPEOUHBIE TOPMOHBI YCKOPSIIOT OOIIUI
MeTaboIN3M U MOBBIMIAIT KJIMPEHC KOPTU30JIA, TEM
caMbIM YBEJMYMBAsA MOTPEOHOCTh B KOPTUKOCTEPOU-
nax [20, 32].

MudPepennmnanpbHas IMarHOCTUKA
npuunH IITHH y nereii

3a 1mocJeHee CTOJIETHE TIPOUBOILIN 3HAYUTEb-
Hbl€ M3MEHEHUA B PACHPOCTPAHEHHOCTU U 3THUO-
JIOTUYECKOW CTPYKType IePBUYHON HEZ0CTATOU-
HOCTH HajAmouedyHukoB. Tak, B EBpome wactora
ITHH Bospocna ¢ 40—70 cayyaes B 1960-x romax
no 93—144 caydaeB Ha 1 MJH 4esoBeK B KOHIIE
XX cr. 3aboneBaemocts cocrasisier 4,4—6,0 HO-
BBIX ciyvaeB Ha 1 MuiH Hacesenus B rof [6]. Ecau B
HepBOﬁ IIOJIOBUHE TIPOMIJIOTO BEKa TJIaBHBIM 3TUO-
JIOTHYECKUM (HAKTOPOM 3a00JIEBAHUS Y B3POCJIBIX
6611 TyOepKyJies [11], To B HacTosiIiee BpeMst ayTo-
UMMYHHAsT JECTPYKIUsI SIBJISIETCS CAMOU PacIpo-
CTpaHEHHOU NMPUYUHON TPUOOPETEHHOTO THIIOKOP-
turuama. [lo ganubiM uccaepoBanust C. Betterle
(2011, Uranus), 3a nepuox 1969—2009 rr. y 615 ma-
nuentoB ¢ XHH ayTouMMyHHBIH mporecc ObLI
BbIsIBJIEH Y 82 % o06ciaefoBaHHbIX, TyOepKyJe3 —
v 9 %, npyrue npuunasr — y 8% [3].

Y neteit Hozosornueckas ctpykrypa XHH xap-
JMUHATBHO OTJIUYAETCS OT B3POCJION IMOIYJISIIUN.
B merckom Bo3pacTte JOMUHUPYIOT HACTECTBEHHDIE
dakTopel. Ilo pesynpratam 20-7eTHero mepumona
HaOJIFOJICHUST TPYIIIION KaHAJCKUX UCCIefoBaTeeit
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Tabanua 3
ITUOAOTUS NMEPBUYHON HAANOYEYHUKOBOI HEAOCTATOMHOCTH
leHbl/THn
MpuunHbI ConyTcTBYIOLLIME COCTOSIHUS
HaCAeAOBaHUS
I. TeneTnyeckue
1. HapylweHue cTeponaoreHesa
1) HapylueHne TpaHcnopTta XxoAecTepuHa:
BPO>KAEHHas AMMOMAHAs rMneprnAasmns StAR/AP 46,XY, HapyLueHne noAoBon anddepeHumposku (HIA),
HaAMOYEUHMKOB (AeULIMT CTEPOUAOTrEHHOIO MepPBUYHbIA MMMNOrOHAAN3M
OCTPOro PeryAITopHoro 6eaxa)
2) BpoxkaeHHas runepraasust Kopbl
HaAMOYEUHMKOB BCAEACTBME AehmumTa
(hepmMeHTOB 1AM KOPAKTOPOB CTEPOUNAO-
reHesa:
a) AeprumnT 2 1-rmaApoKCUAasbl CYP21A2/AP* 46,XX, HIA, runepaHaporeHus
6) AepruMT 17a-TMAPOKCUAA3DI CYP17A1/AP 46,XY, HIA, nepBUYHbI rMNoroHaaM3m, apTepmasbHas
runepTeHsus
B) AehmumT 11B-rmapokcrAashbl CYP11B1/AP 46,XX, HIA, runepaHaporeHus, aptepuasbHas
runepTeH3uns
3) AedeKkTbl CMHTE3a XOAeCTepmHa:
a) 6oae3Hb Cmuta—Aeman—Onunug; DHCR7/AP 3aaeprkka YMCTBEHHOIO pa3BUTUS, YeperHO-AMLIEBbIe
MaAbopMaLIMM, HU3KME TEMIbI pocTa
6) abeTaAMNonpoTENHEMMS; MTP/AP ATaKCus, peTMHOMNaTMS, aKaHTOLMTO3, HapyLLeHne
YCBOEHWS >KMPOB
B) CEMeNHas rmrnepxoAecTepmHeMmnst LDLR/AA* CyXO>KMAbHble KCAaHTOMbI, KOHYCOBMAHAs porosumLa
2. AUCreHe3ns/rmnonaasust HaAMOYEUYHNKOB
1) HecHapomaAbHble:
a) X-CLienAeHHast BpO>KAEHHas rmno- DAX1/, [MNOroHaAOTPOMHBIN FMMNOrOHAAM3M Y MaAbUMKOB,
MAA3ns HAAMOYEYHNKOB X-cuenaeHHoe MHOrAQ FOHAAOTPOMMH-HE3aBUCUMOE
peLieccuBHoe npe>kAeBpeMeHHoe NMoAOBOe pa3BuTHe
6) AePUUMT CTEPONAOTEHHOTO NR5A1 46,XY, HIMA, y 0601X MOAOB 4acTo MePBUYUHBII
cakTopa 1 (SF-1)/AA, AP TUMOroHaAM3M
2) CuHAPOMaAbHbIe: BbipakeHHas 3apaepykka BHYTPUYTPOBHOro pasBuTms,
cnHapombl MIRAGE, IMAGe, MNaaancrepa— MaAbopMaLIMK MaAbLEB, FOAOBHOIO MO3ra, yeperna,
Xoaaa, Mekeas, INeHa—LLlokepa n Ap. HEBPOAOIMYECKNin AepuLmT
3. PeauctentHocTb Kk AKTI
1) CemeiHbli AEPULMT FAIOKOKOPTU- MC2R/AP OO6bIYHO M30AMPOBAHHbIN AEPUUMT FAIOKOKOPTUKOMAOB
KonpoB 1 TMna 6€3 MMHEPAAOKOPTUKOMAHOM HEAOCTAaTOUHOCTH,
BbICOKMIA POCT, CYOKAMHUYECKUIA TUMOTUPEO3,
XapakTepHble YepTbl AMLA (TMNepTeAopr3Mm,
MEAMAAbHbIN 3MUKAHT, BbICTYMNAOWMIA AOO)
2) CemelHbIn AeDULMT FAIOKOKOPTH- MRAP/AP O6bIYHO M30AMPOBAHHBIN AEULIUT FAIOKOKOPTUKOMAOB
KOMAOB 2 Tuna 6€3 M1MHEePaAOKOPTMKOMAHOM HEAOCTATOMHOCTH,
HOPMaAbHbI poCT
4. AecTpyKUmMs HAAMOYEYHNKOB
1) AedbekTbl IAepHON 060A0UKM: TpoiHOM AAAS/AP AAAKPUMUSE, axaAasunsi, AMCPYHKLMS aBTOHOMHOM
cnHAPOM (AAA) (cnHapom OAArpoBa) HEepBHOW CUCTEMbI, AOTIOAHUTEAbHbIE CUMIMTOMbI: TAYXOTa,
3aAeprKKa YMCTBEHHOMO pa3BUTHKS, rMnepkepaTos
2) AedeKTbl MUTOXOHAPWIA: NNT/AP O6bIYHO M30AMPOBAHHbIN AEULNT FAIOKOKOPTUKOMAOB,
a) AeUUMT HUKOTMHAMUAHYKAEOTUA- CyOKAMHUYECKMI TMMOTUPEO3, MHCYAMHO3ABMCHMBIN
TPpaHCrMApOreHasbl caxapHbli AMabeT, MUKapAMOAMCTPODHUS
6) AeMUMT TUOPEAOKCUHPEAYKTA3bI TXNRD2/AP M30AMpPOBaHHbI AEPULIMT FAKOKOKOPTUKOMAOB

3) AecbekTbl MeTaboAM3Ma AUMUAOB
(nepokcucom):
a) X-cLenAeHHas aApeHoAein-
KoAMCTpomS

6) HeoHaTaAbHas aApeHoAeKoAMCTpOchUS

B) CMHAPOM 3eAbBerepa

r) cuHApom Pedbayma

ABCD1, ABCD2/
X-cuenAeHHas
peLeccrBHast

PEX1/AP

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

PHYH, PEX7/AP

IMporpeccupytolas AereHepamsi HEPBHOM CUCTEMbI,
HapPYLLUEHWS MbILUAEHMS 1 NamsiTH, MporpeccupyioLLast
noTepsi 3peHust U CAyXa, AEMEHLMsl, CracTrka, CyAOpOru

Taxenast rMnoToHUA, CyAOporu, 3HuquaAOHaTM9I, CcAeno-
Ta, FAyX0Ta, ne4yeHo4YHasd HeAOCTAaTOYHOCTb

Bblpa>keHHast 3aaepykka (pr3mnyYecKoro 1 NCMxOMOTOPHO-
ro pasBuTMS, TUMOTOHMS, TAYXOTa, CAEMNOTa, rernaTomera-
AMS B paHHEeM Bo3pacTe

MHo>kecTBeHHas anundmsapHas AMCNAa3us, KapAMOMMO-
naTmsi, aHOCMUSI, HepomnaTusl, TAyxoTa, aTakcms
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MpoaorxeHue TabA. 3

4) AedekTbl AM30coM: 60Ae3Hb Boabmara  LIPA/AP

5) AedekTbl a3HAOMAa3MaTHYeckoro petnky- SGPL1/AP
AyMa: AemLMT CHMHIO3MH-1-pocaTtamasbl

Andbdpy3sHasg KaabLMUKaLMS HAANOYEYHMKOB,
KCAaHTOMATO3Hble M3MEHEHMS B NeYeHu, HAAMOYeYHMKaX,
ceAe3eHKe, AMMOY3Aax, KPaCHOM KOCTHOM MO3re 1 TUMyce

CTeporA-pe3nCTEHTHBIN He(hPOTUUECKMIA CUHAPOM,
AMMOMEHNS, 3aAeP>KKa HEPBHO-NICUXMUYECKOTO Pa3Bu-
TS, NEPBUYHBIN TMIMOTUPEO3, KPUMTOPXM3M

Il. AyToMMMYyHHble 3a60AeBaHUs

1. M30AMpoBaHHbIN ayTOMMMYyHHbIN aapeHaamnT  CLTA-4, HLA-DR3,  —
HLA-DR4, HLA-B8

2. AYTOMMMYHHbIN MOAVUIAQHAYASIPHbIN AIRE
cnHapom 1 Trna

3. AYTOVMMYHHbI MOAUTAQHAYASIPHBII

CUHAPOM 2 Tuna HLA-DR4

4. AYyTOMMMYHHbIN MOAUIAQHAYASIPHbIV
CUHAPOM 4 Tnna

CLTA-4, HLA-DR3,

[Mnonapatnpeos, KaHAMAO3, ay TOUMMYHHbI
TMMNeproHaAOTPOMHbIM TMMOrOHaAM3M, aAomeLus,

Ay TOMMMYHHble 3a60A€BaHMS LIMTOBUAHOM XKeAe3bl, XPO-
HMYECKMI1 ay TOUMMYHHbIN renaTuT, NepPHULIMO3HAs aHe-
MWSI, BUTUAWIO

AYTOUMMYHHble 3a60AEBaHMS LUMTOBUAHOM XKEAEe3bl,
caxapHblit Avabet 1 Tuna, NpexxAeBpemMeHHas HeAOCTa-
TOYHOCTb SIMYHUKOB, NMEPHULIMO3HAS aHEMMS, LIEAMAKMS

Apyrve KoMOMHaLMK ay TOUMMYHHbIX 3a00A€BaHUI, He
BOLLEALLME B BbilLENepeuncAeHHble MOAUTAQHAYASIPHbIE
CUHAPOMBI

I11. MpuobGpeTeHHble COCTOAHUS

1. KpoBounaansHusi

2. MHudexkumm

3. TpaBMbl, NOCA€OMNEpPaALMOHHbIE COCTOSIHUS

4. MndmabTpaums

5. AekapCTBEHHO-MHAYLIMPOBAHHbIE

Y HOBOPO>KAEHHBIX MOCAE OCAOXKHEHHBIX POAOB, MPU
KOaryAonaTmsix

CenTuueckuii LWOK, CMHAPOM YoTepxayca—
DpuraepukceHa, Ty6epKyAes, UMTOMEraAOBMPYCHas
nHpekums, BUY-mHpekums

ABYCTOPOHHSIS aAPEHAAIKTOMMSI

Mertacrasbl, AMM(OMbI, aMMAOMAO3, CAPKOMAO3, FEMO-
Xpomarto3

Pe3kasi 0TMEHa FAIOKOKOPTUKOMAOB, KETOKOHA30A,
prdamnuumnH, peHnTonH, heHobapbuTan

*TpumedaHue. AA — ayTOCOMHO-AOMUHAHTHbIA, AP — ayTOCOMHO-PELIeCCUBHBIM THMbl HACAEAOBAHMSI.

(2005), camoit wacroit mpuuunoit [THH y nmereit
SIBJISIETCST BPOXKEHHAsT AUCHYHKIUS KOPBI HAI-
noueunukoB (BJAKH) — 72 %, npyrue renerudec-
KHe HPUYMHBI COCTAaBUIN 6 %, ayTOMMMYyHHas Jie-
CTPYKIINS HAAMMOUYECYHNKOB 3aperncTpupoBana B 13 %
ciyudaes [22]. S. Hsieh (2011, CIITA) nenenamnpas-
JIEHHO ucciefioBasia otanantesnababie ot BAKH nipu-
yunbel [THH cpenu 42 nereit. YcraHosJjieHO, 4TO B
429% cayuaeB 3abosieBaHue OBLIO 00YCJIOBJIECHO
M30JIUPOBAHHBIM Yy TOUMMYHHbBIM azipeHasmutom, 11,9%
— JBYCTOPOHHEN a[peHAJIKTOMUEN, ayTOUMMYH-
HBIMY TIOJIUTJIAHAYISPHBIME cuHapoMamu 1, 2 u 4
tunoB — y 9,5 %, pesucrentnocroio kK AKTI — y
9,5 %, X-ciemiennoil agpeHoseiikogucrpobuein —
y 7,3 %, BpOKAEHHON THTIONIa3ueil HaTIOYeTHIKOB
— vy 4,8 %, KPOBOUBJIUSHIEM B HAAIIOYEYHUKH B
mocJaepoioBoM tepuogae — y 4,8 % obceienoBan-
upix|15]. 1o maHHBIM KUTAWCKON TPYIIIBI YIEHBIX
(2018), B rpymmie 427 neteit ¢ [THH amarnos BJIKH
ycTaHoBjeH y 82,2 % mamnueHToB. Cpean 0CTaIbHBIX
npuyuH (48 mammeHToB) OTMEUEHBI A/[PEHOJIEHKO-
nuctpodus (28,9 %), myranus rera DAX1 (25 %),
AyTOUMMYHHbBIE TOJUTJIAHIYJISPHBIE CHHAPOMBI
(3,9 %), cunapom tpex A (2,6 %), myranus SF1
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(1,3 %), anpenamskromus (1,3 %). B 36,8 % ciryuaes

JarHos He Ol Bepudunmposas [18].

BoisicHeHre HO30JI0THUECKON TPUUUHBI PA3BUTHUSA
I[THH y nereii siBisiercss cioxkHOU 3amaveii. Pas-
JIMUAIOT HACJIE/ICTBEHHDBIE W MTPUOOPETEHHBIE (hOPMBI
ITHH. TeneTuvecku JeTepMUHUPOBAaHHbBIE 3a00J€Ba-
HUSA HAAMOYEYHUKOB MOKHO PA3/Ie/IUTh HA YEThIPE
TPYIIIIBL:

* HapyIIECHUS CTEPOUIOTCHE3a;

* AHOMAJIMW PA3BUTHS a/[PEHAJIOBBIX JKeJes;

* TIPOTPECCUPYIONIAs IeCTPYKIUS HAIITOUCTHIKOB;

* ycroitunBocTb K AKTT (cemelinbie (hopmbl TITIOKO-
KOPTUKOWIHOM HemocTaTrounoctn) [17].
TMoxpoGHast aTHONIOTYECKAsT CTPYKTYPa HACJIE/ICT-

BeHHBIX 1 npuobperernbix ¢hopm ITHH mpeacrasiie-

Ha B Tabu. 3 [17].

B nerckoit nomynaiuu marudecrtarusa [THH nan-
6oJiee 4aCTO MPUXOAUTCS Ha TIEPUOJ HOBOPOIKJIECH-
HOCTU (HapyIIEHUS CTEPOUIOTEHE3a, AaHOMAJINN Pa3-
BUTHS HAJIIOYEYHUKOB, pe3ucTeHTHOCTh K AKTT)
n Bo3pact 9—15 et (ayTOMMMYyHHasl JE€CTPYKITUS
JKeJie3, y MaJbuMKOB X-CIelJIeHHasT afipeHoIeKoI-
crpodust) [15, 22]. HacrencrBenHbie 3ab0JieBaHUs
HA/IIIOYEYHUKOB HE BCET/IA TPOSBISIOTCS C POXKIe-
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und. [loaToMmy mpu momcke BO3MOKHOU 3THOJIOTUN
aJIPEHAJIOBOI HEMOCTATOUHOCTH Yy CTapIInX JeTeid
HEOOXOAUMO paccMOTpeTh 0oJie3Hu, MaHu(ecTaius
KOTOPBIX IIPOUCXOIUT B Pa3Hble BO3PACTHBIE TEPHO-
IbI, HAYMHAST C HEOHATATIBHOTO.

ITepuood nosopocdennocmu u 2pyonoll 03pacm

B HeoHaTasbHOM mepuojie OOJIBIIMHCTBO CIydaeB
ITHH ob6ycnosaeno BAKH, 6osee 95% ciiydaes KOTO-
poii puxoauTes Ha geduiuT 21-Tugpokcniase [24].

Bropoii 3maunmoii npuunnoit (1,5—5%) y HOBO-
POKIIEHHBIX SIBJISIETCS TUIOILIA3UST HAAIIOUYEYHUKOB
[24]. Hambosree 4yacTo BCTpedaeTcss MyTallsi TeHa
DAX1, kotopas umeet X-CIeIJIEHHBII PEIeCCUBHbBIN
THUI HACJIEIOBAHIS U XaPAKTEPU3YETCsT BPOKIEHHBIM
HEJIOPA3BUTHEM KOPbI HAAIOYEYHUKOB U THUIIOrO-
HAJIOTPOITHBIM TUTIOroHaMm3MoM [17]. [lenemnms rena
DAX1 MoOxeT coueTaTbCsi ¢ HEKOTOPBIMU JPYTUMU
X-CIerIeHHbIMU 3a00IEBAHUSIMU, TAKMMU KaK MbI-
meunas auctpodus /[loniena, neduut rianiepo-
KrHa3bl U Kapbomousrpanchepasst [24]. B 40% cary-
4aeB HA/IIOYE€YHNKOBAS HEOCTATOYHOCTD PA3BUBAET-
CS1 B TEUEHUE TIEPBBIX 2 MECSIIIEB JKU3HU, B OCTATBHBIX
clydasix — Ha MPOTSLKEHWHU JIETCKOTO BO3pacTa.
Onucanpt 1o31HUE (POPMBI BPOXKAEHHOM TMITOTIIIA3UN
HA/IITOYETHIKOB, KOTOPbIE MOTYT MaHU(DECTHPOBATD Y
MOJIOZIBIX B3pOcJbix MyxkumH [29]. Eme omnum Ba-
PHAHTOM BPOXKIEHHOU [UCTEHE3WHN HAAIIOUYEYHUKOB
SABJIsIeTCsT MyTallus rera ¢gpakropa crepoujoreHesa 1
(SF1). Oror ren HeobxoauM st auddepeHiuanum
roHaj; y 000uX 10JI0B, 0COOEHHO Y MaJIbuMKOB, 1 Ha/l-
nouyedHukoB. B oranune DAX1, mytanuu SF1 penko
MPUBOAAT K PA3BUTHUIO HAAMOYEYHUKOBON HEIOCTA-
ToyHOCTH. ¥ zereii ¢ KapuoTuiom 46,XY Hab/onaer-
cd JMCTeHe3Us TeCTUKYJ W pas3Has CTeleHb Hapy-
menust AugGepeHIupoBKU 110Ja: OT TUIIOCTAIUN
110 TIOJTHOTO KEHCKOTO (hEeHOTUIA ¢ COXPaHEHWEM
MTPOU3BOIHBIX MI0/IepOBBIX TPOTOKOB [§]. IToaTomy
y JeTell ¢ aMOUCEKCyaTbHBIM CTPOEHUEM T€HUTAJIMN
u penorunudeckux jgesouex ¢ [THH (1ipu uckimoue-
nun B/IKH) pexomennyercst ucciemoBanmne Kapuo-
tuna s auddepeHiuaibHON IUarHOCTUKN Hapy-
[IEHUI CTEPOUIOTEHE3a B TOHAAAX U HAMIIOYETHUKAX
(nedexrnr StAR, SF1, hepmenTos orierienns 6oKo-
Boii nertr (P450scc)) [17]. Y manuentox ¢ kapuoru-
oM 46,XX TUIOKOPTUIIN3MY MOKET COIYTCTBOBATDH
[EPBUYHAST WM TIPUOOPETEHHAsT HEI0CTATOUHOCTD
SAVMYHUKOB. BO3MOKHO pa3BuTHE aJpeHATOBON HEIO-
CTATOYHOCTH TIOCJIE TIEPUOJA HOBOPOKICHHOCTH —
ommcanbl caydanm Manupecraruun [THH y nereit ¢
myTanueii rena SF1 crapmie 1 roga [4].

[lpyrue HacsieICTBEHHbIE CUHIPOMBI, BKJIIOYATOIIIE
runomnazuio Hajanoyeunnkos (MIRAGE, TMAGe,
[Mammcrepa—Xosna, Mexens, [lera—IIloxepa, Tices-
norpucomunt 13 ¥ J1p.) CONPOBOKIAAIOTCS BHIPAYKEHHOM
3aJIePKKON BHYTPUYTPOOHOTO PasBUTHS, MaIb(hOp-
MaIlUsMU MAJIbIeB 1 yepena [17].

B cayuagx m3onmmpoBaHHON TIIOKOKOPTUKOUIHOMN
HEJI0CTATOYHOCTH HEOOXONMO UCKIIIOUYATH CHHIAPOMBI
pesucteaTaocT K AKTT. Cemeiinbie hopmbl ToKo-

1_2019.indd 65

N2 12019

KOPTUKOUIHOU HejiocTaTouHocT 1 1 2 Tunos (Beie-
cTBUe MyTanii B renax perenrtopa AKTI — MC2R
n MRAP) xapaktepusyioTcsi TUIOTJINKEMUYECKUMU
COCTOSTHUSIMM, CYZIOPOTaMU, TUTIEPIIUTMEHTAINE! B
Meprozie HOBOPOKIEHHOCTU WJIM PAaHHEM BO3pacTe
[17]. Onnoit M3 IPUYNH U30IMPOBAHHOTO AeduIHITa
TTIOKOKOPTUKOUZIOB  SIBJASIOTCS MYTAllMd TEHOB
NN (HUKOTHHAMU/-HYKJIEOTH/I-TPAHCTU/IPOTeHA3HI )
n TXNRD2 (TpropenokcuH-peayKTasbi-2), MpUBO-
JAIe K HapYIIEHWIO PETYJSIUNA OKUCTUTENTbHO-
BOCCTAaHOBUTEJIbHBIX peakiuii crepoujoreHesa. [Ipn
myTarun reHa NNT HajgmouedHUKoOBasi HeloCTaTOq-
HOCTbH TIPOSIBJISIETCSI B panHeM Bodpacte — ot 1,5 me-
cana 1o 4 mer (mexuana 11,5 mecsma) [25]. dedexrt
TPUOPENOKCUH-PEAYKTA3DI-2 TMPUBOANUT K H30JUPO-
BaHHOMY JIePUITUTY TITIOKOKOPTUKOUIOB ¢ MaHmbec-
Taiuell B Bogpacte oT 1-ro mecsia KU3HU 10 7 JieT
[23]. XapakTepHoii ueptoit pesucrentHoct K AKTT
SBJISIETCS BBICOKAS KOHIIEHTPAIMS 3TOTO TOPMOHA M
TUTIEPITUTMEHTAIINS, KOTOpasi coxpaHseTcs Ha (hoHe
aJIeKBaTHON 3aMeCTUTENIbHON Tepanun TJIIOKOKOPTH-
kougamu. [loatomy nipu jeuennu stux dopm [THH
He PEKOMEH/YeTCs MO/IaBJIeHUe YPOBHS KOPTUKOTPO-
MUHA /10 HOPMaJTbHBIX 3HaueHui [17].

Bospacm cmapuie 1 200a

[Ipu manmdectannmm HAATTOYEYHUKOBOW HEJO-
CTATOYHOCTH B CTaplieM BO3pacTe HEOOXOAUMO
obciieioBaTh MAIMEHTOB HAa HAJUYMEe AHTUTET K
21-runpoxcuinaze. [Ipu ayTONMMYyHHOM aJ[peHAIATE
3TH aHTUTENA TOJOKUTENbHBI y 90% mMarmueHTos.
Bosmoskno sorasienne anturesl kK CYPC17, CYPsce
n CYP11A1 [17]. IlopaskeHne HAATIOUECYHUKOB Pas-
BUBAETCS KAaK M30JMPOBAHHO, TaK U B COUYETAHUM
(10 50% cayuaeB) ¢ martoJorueil APYTUX OPTaHOB:
AyTOUMMYHHBIMY 3a00JIEBAHUSIMU  [IIUTOBYMIHON
JKeJIe3bl, ayTOMMMYHHBIM TaCTPUTOM, TIEPHUITHO3-
HOII aHemueil, caxapHbiM auabeTom 1 Tuia, BUTH-
JIUTO, TIPEKIEBPEMEHHBIM HUCTOICHUEM SUYHUKOB,
neanakueir m ap. [16]. AyTomMMyHHBIH ToOJH-
raanayasapueii cuaapom (AIIC) 1 tuma penko
MaHU(ECTUPYET € HAAMOUYECTHUKOBON HEIOCTATOY-
Hoctbio. 1o mannabiM E. Oprosoii (2017), B poccwii-
ckoil xoropre us 138 o6c/e0BaHHBIX MALUEHTOB C
ATIC 1 Ttuna ITHH 6biia BeisgBiaeHa y 84 uesoBex
(64%), Ipr 9TOM TOJBKO ¥ 2 9TOT KOMITOHEHT CHH/I-
poma 3apeructpupoBaH TepBbiM [1]. Yamie Bcero
ITHH pasBuBaercst B 10—15 JieT 1mocJie BbIsIBJIEHUS
KaHaAn103a (Kak MpaBUJIo, 10 5 JIET) U/MJIN TUITOTA-
patupeosa (B 5—10 ser) [30]. st pannHeit quarsoc-
TUKHW 3TOTO CUHIPOMA PEKOMEHAYIOT TTPOBOIUTH
oTpesiesieHre aHTuTes K maTepdepony-w [17].

Y MaJbYMKOB TIPU OTPUIIATETBHOM TECTe HA aH-
tuTena K 21-rugpokcuiase HeoOX0UMO 00CIe/I0Ba-
HUeE JIJIS UCKITIOYeHUs afpenoielikoauctpoduu [17].
Anpenosieiikoguctpodusi — 3TO HaACJENCTBEHHOE
3abosieBatue ¢ X-CIEIIEHHBIM PEI[ECCUBHBIM THUIIOM
HACJIEZIOBAHUS, KOTOPOE XapaKTepU3yeTcsl Mporpec-
cupymoneil JeMueJnHN3aIell HepBHBIX BOJIOKOH
TOJIOBHOTO W CIIMHHOTO MO3Ta W HAAIIOYEYHUKOBOI
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lMepBuyHas
HaANOYeYHUKOBas
/ HEeAOCTaTOYHOCTb \
U3oAmupoBaHHas v MN3oAmupoBaHHas
HEAOCTAaTOYHOCTb HeaoCTaTOMHOCTL HEAOCTAaTOYHOCTb
IAHOKOKOPTUKOUAOB FAIOKOKOPTUKOMAOB MMWHEpPaAOKOPTMKOMAOB
* U MUHEPAAOKOPTUKOUAOB \
[eHeTMYecKme TecTbl TeHeTMYeCKmit
A c - Tect
_ TEPOUAHbIN
v v AHTUTEAQ K 21~ = honA
rMAPOKCHAA3e >{TPodyA®
MC2R, MRAP, NNT, (KpoBb, MOYa)
AAAS, MCM4 TXNPD + l \ Hecnewumduueckoe 1
A4 CHM>XXeHne Aeuupt
v v Haanune Apyrmx Cneumnduueckme KOHLIEHTpaLumm BREAOTCTIE O
QY TOUMMYHHbIX CTeporAOB CHHTeTasbl
Fese Hapywenme 3Z6ox\e3a)|l4m?1 i R
TEHTHOCTb | | PEAOKC- l
K AKTT rnoTeHuMana + _
v Hapywerust y y
- M30AMpOBaHHbITY CTepouaoreHesa My>kckon Amcmopdunyeckne
[eHeTnyeckuin TecT (reH AIRE), QyTOMMMYHHbIN (rMnepnaasus MoA yepTbl
aAHTUTEeAa K I/IHTepCbepOHy—O) aApeHaAnT HaAl'lO‘-IeLlHVIKOB) B
+ - A4 . \4
v v Mosblwenne MprobpeTeHHble
AlC AMC 2,4 KOHLIeHTpauum MPUYMHDBI (KPOBOU3AMSHMS,
1 TMna TMna A § / OAXK AEKapCTBEHHO-
APEHOAENKOAUCTPOUSE MHAYLIMPOBaHHbIe,
MHpeKLmm)
TecTbl Ha
meTaboAnyeckme
P HapyLleHus
Bpo>kaeHHas runonaasuns HAANMOYEYHNKOB red by
(DAX1, SF1, IMAGe) N

MeTaboanueckme HapyleHus (AedpeKkTbl AM30COM, MEPOKCHUCOM,
MWMTOXOHAPWI, MeTaboAM3Ma XOAECTEPUHA U AP.)

PucyHok. Aaroputm amdpdpepeHMarbHOM AMATHOCTUKM NMPUYMH NMEPBMYHON HAANIOYE€YHUKOBOM HEAOCTATOUHOCTH [19]

HEOCTATOYHOCTHIO BCJIEACTBUE HAPYIIEHUS OKUCJTIE-
HUA [OIWHHBIX JKHUPHBIX KHUCJIOT B IEPOKCHCOMax.
B 80 % cayuaer 3aboJieBaHue MaHU(DECTUPYET C
XHH [10]. lsg Bepuduraum 1uarao3a peKoMeH1y-
etcs uccaenosanue rena ABCD1 wim onpeziesienne
KOHIIEHTpaIlu1 OYE€HDb /JIHUHHDBIX KUPHBIX KHUCJIOT
(OKK) (obmero yposus C26 1 COOTHOIIEHUS
C26/C22 B nnazme) [17].

Tpoiiroii cunapom (AAA) nipezcrasisier coboit co-
YeTaHNe BPOKICHHON aJIAKPUMIH, aXaJla3ui U GOJIE3HI
Annucona BesenctBue pesuctentHoctu Kk AKTI, a
TaKIKe BKJIIOUAET B ce0sI TIPOrPECCUPYIOIIIIE HEBPOJIOTH-
YECKHEe HapyIIeHUd. CaMbIM PaHHUM W TIOCTOAHHDBIM
KOMIIOHEHTOM CHHIpoMa siBJisieTcst anakpumnsg. XHH
(B 85 % ciyuaeB M30JMPOBAaHHAS TTIOKOKOPTUKOWTHAST
HEJI0CTATOYHOCTh) pa3BuBaercs: B Bo3pacre 5—10 ser
(cpemuuii Bo3pact 6,3 roma) u B 50% ciIydaeB sSIBJISIETCS
TIEPBBIM CUMIITOMOM, C KOTOPBIM TTalTUEHTDI O6paH.[aIOT-
51 32 METUIINHCKOM TIOMOIIBIO [ 25].

HapyueHnust MeTabosin3Ma MepoKCUCOM, JIM30COM,
SH/IOMJIA3MATUIECKOTO PETUKYJIYyMa, MOMUMO Hapy-
[IEHUST CTEPOUIOTEHE3A B HAMIIOUEUHUKAX, TIPOSIBJIS-
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I0TCS BBIPQKEHHOW HE3HJOKPUHHON CHUMIITOMATH-
KOW: TSIKEJIBIM HEBPOJOTUYECKUM JIeUIIUTOM, 3a-
JIEPIKKON (PU3NIECKOTO PA3BUTUSI, FEMATOJOTHIECKOI
1 CKeJIeTHOI maTtosorueii [17].

Adnroput™m auarsoctuku npuaud [THH nipezicras-
JIeH Ha PUCYHKE.

3axioueHue

1. TlurmeHTaIIus KOXHBIX MOKPOBOB W THUIIEP-
KaJTMeMUs SBJSIOTCS HEMOCTOSHHBIMU MTPU3HAKAMM
IMTHH, u ux oTCyTCTBYE HE AOJIKHO OBITH MOBOIOM
JUIS WCKJTIOUEHUsS 9TOTO JuarHosa. llpum msomm-
POBAaHHON TMITOHATPUEMHUH HEOOXOIUMO MTPOBOIUTh
nuddepeHnuansbHyto AMATHOCTUKY C CUHIAPOMOM
HeaJleKBAaTHOW CEKpeluu aHTUUYPETUICCKOTO
TOPMOHa.

2. CyORJIMHUYECKUI TUIOTUPEO3 YACTO BBISB-
JIeTcs Tpu MaHU(beCcTaIy Ha/[IIOYeYHUKOBOI HEo-
craTouHOCTH. [IpreM JIeBOTHPOKCHHA 10 HA3HAUEHUS
TJIIOKOKOPTUKOMIOB MOJKET CITPOBOIIMPOBATH Pa3BU-
THE aJ[PEHAJIOBOTO KPHU3a.
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3. ¥V nereil mpeobIalaloT TeHETUYECKIE TIPUYIMHDL
MepBUYHON ajipeHaJoBOll HejocTatroyHocTu. Ha-
CJIe/ICTBEHHbBIE 3a00JIEBAHUST HAIIOUYECUHIUKOB HMEIOT
JIBa TIMKOBBIX BO3pacTa MaHW(bECTAINI: HEOHATAb-
Hbri 1 oce 9—10 set. HerocrarounocTs HaAIOYey-
HUKOB MOJKET ABJIATHCA IIEPBBIM IIPOJABJICHHUEM HE-
KOTOPBIX 3a00JIeBaHUIT ¢ TIOJIMOPTraHHBIM TTOPAKEH-
eM (Takux Kak aJpeHoJielnKoucTpodusi, oJIUrIaH-
AYJAAPpHBbIE AayTOMMMYHHDBIE CI/IMHTOM])I), HaCJIeaCT-
BEHHBIX (oJie3Hell ¢ HapyieHreM AuddepeHInpoBKY

N2 12019

110J1a, TUTIOTOHAIU3MOM (JieheKThbl (PePMEHTOB CTEPOU-
JIOTEHE3a, TUIIOTJIA3US HAAIIOYEYHUKOB). ITO 00yC-
JIOBJIMBAET aKTyaJbHOCTH BBISICHEHUS HO30JI0THYEC-
KOI popMbl 3a00/1€BaHMSL.

4. JIlnarHoCcTUKA MPUYUHBI Pa3BUTHS HAIIOYEUHU-
KOBOW HEIOCTAaTOUYHOCTH y [E€TEeU MPEACTaBIICTCS
CJIOJKHOI 3ajaueil, Tpebyiolieil COBMECTHOI paboThI
CHENMANTUCTOB B 06JIaCTH TeAMATPUU, SHAOKPHU-
HOJIOTUH, T€HETHKH, JTaGopaTOPHOil U yJIBTPasByKO-
BOH TUATHOCTUKH, THHEKOJIOTHHU W YPOJIOTUH.

KonhankT nHtepecoB otcyTcTByer. Yyactue aBTopoB: KOHLenLUms v Au3ant nccaeaoBaims — H. B. Boakosa, A. B. CoaHueBa;
cbop n obpaboTka mateprana, HanvcaHue cratb — H. B. BoakoBa; peaaktuposaHme ctatent — A. B. CoaHueBa.
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AJarHOCTUYHMI NOLYK MPUYUH PO3BUTKY
NepBUMHHOI HAAHMPKOBOI HEAOCTATHOCTI Y AiTeH

A. B. CoaHuesa', H. B. BoakoBa?
1 BiAOPYCbKMI AepPXKaBHUIT MEAMYHMIA YHIBEPCUTET, MiHCbK, Pecriybaika biropych
2 Apyra micbka AMTsIYa KAiHIYHa AikapHs, MiHcbk, Pecnybaika biaopych

[TepBuHHA HEZOCTATHICTH KOPY HAHMPKOBUX 3aJI03 PiJIKO 3yCTPIUAEThCs B reiaTpuynii npaktuil. Huspka crenndivnicts
CUMITOMIB Y JIUTSYOMY Billl 4aCTO MPU3BOAKUTD JI0 HECBOEYACHOI AiarnocTuku 1iei narosorii. [inokopruiuam HeobxigHo aude-
PEHIIoBATU BiA MOAIGHUX 3a CUMITOMATUKOIO abo J1abopaTOpHUMK 3MiHaMU eHAoKpuHonariit. OxHicio 3 HalibinbII HOCTIHIX
1a00PATOPHUX O3HAK HEAOCTATHOCTI KOPY HAJHUPKOBUX 3aJ103 Y JiTell € TinoHaTpieMis, B TOil 4ac K rirnepKasieMist BUSIBJISIEThCS
Y MTOJIOBUHU TAIIEHTIB 3 TIMTOKOPTUIIN3MOM. BUSABIEeHHS HU3BKNX MTOKA3HUKIB HATPiIO HA TJIi BIZICYTHOCTI TillepKaTieMil HEPiIKo
BBOJIUTD JIiKAPiB B OMAHY, IPU3BOSUHU /10 TIOMUIIKOBOTO JIIarHO3y «CUH/IPOM HEa/[eKBATHOI CeKpelii aHTH/IiyPeTUUHOTO TOPMOHAY .
306ibIeHHS PiBHS TUPEOTPOITHOIO FOPMOHA XapaKTepHO [Jist MaHiecTalil rinoKoOpTHIU3MY, IIPH 1[bOMY AOCJIIPKEHHS THPEOi-
HOTO CTATyCy IIPOBOAMTHCS B KJAIHIUHIN IPAKTUIIL YacTilie IOPiBHSHO 3 BUBHAYEHHIM PiBHS a/[PeHAIOBUX ropMoHiB. Tomy Tpar-
JISETHCS, M0 BUSIBM XBOPOOU AJUIiCOHA MOMUJIKOBO MPHIMAIOTH 32 TiOTHPeo3. BojHouac MpU3HAYEHHS JIEBOTUPOKCHHY TIPU
HEPO3II3HAHOMY TIIOKOPTHIU3MI Hebe3IeuHe, OCKIIbKI MOJKE CIIPOBOKYBATH PO3BUTOK aJ[PEHAJIOBOTO KPU3Y.

Y nursadomy Billi JOMiHYIOTh TeHETHYHI TPUYUHU PO3BUTKY XPOHIYHOI HEJIOCTATHOCTI KOPU HATHUPKOBUX 3a7103. [imokopTuimsm
y JiTeii Mojke Oy TH IepuiMM BUSIBOM aBTOIMYHHUX Ta CIIaKOBKX 3aXBOPIOBAHb 3 MOJIIOPraHHUM yPaKeHHAM, TOMY Bizl Bepudika-
il iarHo3y MOKYTb 3ajieKaTH TaKTUKA JIKYBaHHS, MOAAJIBIIOr0 0OCTEKEHHS MAIllCHTa 1 CIIEKTD IIOKA3HUKIB, AKi MiAJIraioTh
MOHITOPUHTY. 3’SICYBaHH IPUYUHU PO3BUTKY HEJOCTATHOCTI KOPU HAAHUPKOBUX 3aJ103 Y JITEil YaCTO € CKJIAJHUM 3aBJAHHAM 1
BUMAarae CIijibHoi po6oTu GaxiBuiB pisHUX rajyseii. Y cTaTTi HaBeAEHO OIVIAA JiTepaTypu moA0 AudepeHiiiHo-iarHOCTUYHOTO
[OIIYKY IIPUYUH PO3BUTKY MEPBUHHOI HEOCTATHOCTI KOPU HAZIHUPKOBUX 3aJ103 Y JIiTel Y Pi3Hi BIKOBI 11epio/u.

KiouoBi cioBa: repBrUHHA HAJIHUPKOBA HEJIOCTATHICTD, JAiTH, IU(MEPEHIliiiHa 1iarHOCTUKA.

Diagnostic search for causes of primary adrenal insufficiency in children

A. V. Solntsava’, N. V. Volkava?
' Belarusian State Medical University, Minsk, Republic Belarus
22th 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 hormones. 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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