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ABTOIMYHHHMI MOAIEHAOKPHHHMIA
CUHAPOM 1 TUIY: HOBI YSIBAEHHS
PO naroreHe3 Ta PO3LUMPEHI
KAIHIYHI NPOSIBU

I. M. TaBpuarok

HauioHaAbHa AMTSYa criewljiaAizoBaHa AikapHs «OxmatanT», Kuis

Mera po60TH — aHaJI3 KIIHIYHOTO BUIIAJAKY aBTOIMYHHOTO TOJII€HOKPUHHOTO CUHAPOMY 1 THILY, PO3IJIAA HOBUX KJIHIYHUX
ACIIEeKTIiB Ta CYyYaCHUX IOTVISA/IIB Ha TATOTe€He3 I[bOTO CHHIPOMY.

Marepiaiu ta MeTou. Y CTaTTi MOAAHO KIIiHiYHI JaHi Ta J1aGopAaTOPHI MOKA3HUKU, METO/IU, PO3IJISTHYTO JIKYBAHHsI Ta CIIOCTEPEKEH-
HS TIAIIEHTIB 3 aBTOIMYHHUM TI0/TieHI0KpuHENM cuHapoMoM (AIIC) 1 Tumy, mpeaicTaBIeHo oI/ akTyaTbHIX JAHNX JHTepaTypH.

PesyubraTi Ta 00roBopeHHs. Y naiieHra 3 OIMMCAHOrO KJIHIYHOro BUlajiky HasgBHi 2 ocnoBuux kpurepii ATIC 1 Tumy— rino-
napatupeos i XpOHIUHMIT KaHAUL03 CIM30BUX O0OJOHOK Ta AOJATKOBI — aBTOIMYHHUI THPEOIAUT 3 TIIIOTHPEO30M, IyKPOBUii
miaber 1 tumy, cunapom ManbabcopOuii. [lepioguuni cyoMu, OPYIIEHHST XOAU Y IUTUHUA MOKYTb OyTH 3yMOBJICHI XPOHIYHOIO
3aIaJIbHOIO JleMieTiHi3y04olo noJinesponatieio. [liarnoctuka AIIC 1 tumy nossirae y BUSBJI€HHI FeHETUIHOT aHOMaJIT — MyTarlii
rena AIRE, 1o cupuuuHsie 1eit CHHAPOM, Ta Y BU3HAYEHHI opraHocrenndivyHuX aHTuTil. 3rifHo 3 ganumu 3apyOisKHUX TOCIIi/-
skerb, y 100 % namientis 3 AIIC 1 tury € aBroaHTnTi/Ia, BOHN BCTYIAIOTH Y PEAKIIiio 3 inTepdeporom omera. Tomy mocipKerst
JUIST BUBHAYEHHS IIMX aBTOAHTUTI IPUCKOPUTS iarHocTuky. JIikyBanus namientis 3 AIIC 1 Tuiy nossirae y Kopekitii eH10KprH-
HOI HEZIOCTATHOCTI 32 JIOTIOMOTOI0 3aMiCHOT TOPMOHAJIBHOI Tepartii Ta crierudivHOMY JIIKyBaHHI CYIIYTHIX 3aXBOPIOBAHb.

BucnoBku. [lokaznuku 3axsoprosanocti ta cmeprHocti BHacaiok AIIC 1 Tuiy € Bucokumu. CrexTp KJAiHIYHUX IPOSIBIB 1IbOTO
CUH/IPOMY HAJI3BUYAITHO NMPOKMUIA, y Pa3i MporpecyBaHHs 3aXBOPIOBAHHS BiH PO3IMMPIOETHCS. TOMY 1€l CHHIPOM CJIif liarHOC-
TYBaTU Ha PaHHIX cTajisx. [0JOBHA MeTa JIKYBaHHS TAKUX HMALIEHTIB — 30€Pertu JKUTTs i HiATPUMYBATH HAJIEKHY HOTO SIKICTb.
Posyminng maToreHesy 1boro piiIkKiCHOTO aBTOIMYHHOTO TTOJTIeH/IOKPUHHOTO PO3JIy MAa€ BaXKJIMBe 3HAYEHHS /IJIsd HOTO PaHHBOL
JHarHOCTUKU Ta HAJIEKHOTO JIIKYBaHHsI, 10 aCTh 3MOTY 3al06iITH 3aXBOPIOBAHHSIM 13 JIETAJIBHUM HACJIJIKOM.

Kio4oBi ciioBa: aBTOiMyHHUI TOJIIEHOKPUHHMI cCMHAPOM 1 THITy, XpOHiYHA 3alajibHa JeMieIiHi3yIoua noJiHeiponaris, ren
aBTOIMYHHOTO PEryJisiTopa.

HUX OPraHiB, TAaKMX SK KOpa HA[HUPKOBUX 3aJI03,
[apanTonoAiOHi 3a1031, SEYHUKH, 110 IPU3BOIUTH
IO PI3HOMaHITHUX KJIiHIYHUX 3aXBOPIOBaHb, 30KpeMa
rIOKOPTUIIM3MY, TilIOAJb/IOCTEPOHI3MY, 3aTPUMKH

BOCTaHHi POKHU 301JIBIIYEThCI KIJIBKICTh MO€IHA-

HUX aBTOIMYHHUX | €HIOKPIHHUX 3aXBOPIOBaHb,

MaTOTeHe3 STKUX YaCTO BUABJISETHCS CIITTBHUM.
ABTOIMYHHA TIOJTi€HIOKPHHONIATiS, KAHIU/I03, €KTO-

nepmasibia auctpodist (APECED) € piakicaum mep-
BUHHUM IMyHO/Ie(DITTUTHUM PO3J1a/I0M, 3yMOBJIEHUM
MyTalli€o B redi aBroimynHoro peryisrtopa (AIRE),
SIKUI PO3BUBAETHCS B PAHHBOMY IUTHHCTBI i TPHU3BO-
IUTHh 10 MYJBTHOPTaHHUX aBTOIMYHHHX 3aXBOPIO-
BaHb. 3asBUuail BiOyBa€TbCI YPaKEHHS €HIOKPIH-

CTaTEBOTO JIO3PiBaHHS, TeperyacHoi HeIOCTaTHOCTI
SEUHUKIB 1 TilmomapaTrpeosy 3 HeOe3IeYHOn st
JKUTTS TiOKasbItiemieto [21].

APECED xapaxkTepusyeTbcs KIIHIYHOIO TPiaj10t0
XPOHIYHOTO Kauauao3y cau3oBoi obosonku (KCO),
rinorapaTupeosdy i epBUHHOI XPOHIYHOI HATHUPKO-
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Boi HegocrarHocTi (xBopoba Apmicona). Ileit cun-
IpoM paimie OyB BigoMuil K cUHAPOM Yirakepa.
Tounnit 1iarHO3 BUMara€ HasIBHOCTI IPUHANMHI TBOX
i3 MX TPHOX OCHOBHUX KOMIIOHEHTIB, ab0 TiIbKU
OJIHOTO, SIKIIO 3aXBOPIOBAHHS [IalrHOCTOBAHO y CHO-
ciB. By Takosk onmcani iHIT aBTOIMYHHI TOPYIIIeH-
Hd, Taki K TEePBUHHUN TIiIOTOHAZIM3M, aBTOIMYHHI
3aXBOPIOBAHHSI IUTONOAIOHOT 3aJ103H, IIyKPOBHIA ia-
Ger 1 Tumy, 1ejiakis, aBTOIMyHHUII remaTut, auo-
Terlist, BITWJITO, XPOHIYHUHA aTpoQiuHUN TacTPUT.
[Ti aBroiMyHHI TIOpYIIEHHST acOIiHOBaHI 3 €KTOep-
MaJIbHOTO TUCTPOdi€T0, acIIEHIEIO i HASTBHICTIO aBTO-
AQHTUTLJ, HABITh MPHU BIZCYTHOCTI BiIIMIOBIHOI McC-
(ynxuii opranis [2, 13].

3a ocTaHHI POKU KIIHIYHUH CIIEKTP 3HAYHO PO3-
ITUPUBCS, 1 HEN[OJaBHO OIMCaHi iHIN eHJIOKPUHHI
1 HeeH/IOKPUHHI aBTOIMYHHI ITPOSIBH, TTIOIEKOJIN TTOB’5-
3aHi 31 3HAYHOIO 3aXBOPIOBAHICTIO ab0 CMEPTHICTIO,
SIKi MOXKYTb BUHUKHYTHU TpU 1bOMY cuHIpoMi. [lo
HUX HaJIeXKaTh: XPOHIUHE 3aXBOPIOBAHHS JIETE€HD, SIKE
MOJK€ TPU3BECTU [0 MUXAJIbHOI HEIOCTaTHOCTI Ta
JiereHeBoro cepiid (cor pulmonale); xpoHiuHa 3amaiib-
Ha gemieminizyova nogineiiponatist (CIDP), 3 mpo-
rpecyouon M's130B010 caabkicTio 000X PyK 1 Hir,
BTPATOIO UYTIUBOCTI; AUCHYHKITIS MIITYHKOBO-KHUIII-
KOBOI'O TPaKTy, 3 PEHUANUBYIOUOI0 Aiapecto, Majibal-
copbuiero, crearopecro abo XPOHIYHUM 3alopoM |8,
12]. dns xosknoro 3 1ux kommnonentiB APECED
Oy HelofaBHo igeHTrdhiKoBaHi crenudivyni aBro-
AHTUTIJIA TPOTH JIeTreHEBUX aBTOAHTUTEHIB, repude-
PUUYHUX HEPBIB abo TpunTodaHrizpokcuaasu [22].

3a panumu M. Neufeld i R. M. Blizzard [16, 19],
icaytoTh yotupu ocHoBHUX Tumu AIIC: Tum 1, nisa
SIKOTO XapaKTEPHO MOEIHAHHS TPUHANMHI J[BOX 3
TPbOX XBOPOO: XPOHIYHOTO KaHAMI03Y MIKIPH 1 CIU30-
BUX 000JIOHOK, aBTOIMYHHOT'O TiIIOIIapaTUPEeosy 1 Hajl-
HUPKOBOI HEIOCTATHOCTI, TUT 2 — TIMOKOPTUITU3MY
i aBTOIMYHHUX 3aXBOPIOBaHb IUTONOAIOHOI 3271031
Ta,/abo IyKpoBoro aiabery 1 Tuimy, T 3 — aBTOIMYH-
HOT'O 3aXBOPIOBAHHS HIUTONOAIOHOT 3271031 3 IHITUMM
ABTOIMYHHUMHU 3aXBOPIOBAHHAMU, KPIM XPOHIYHOTO
KaH/M/I03Y, TiMOMapaTupeo3y Ta aBTOIMYHHOI Haj-
HUPKOBOI HEJOCTATHOCTI Ta TUILY 4 — ABOX 1 GijbIie
opraHocrienniyHNX ayTOIMyHHUX 3aXBOPIOBaHb, SIKi
He MiAnazaioTh mig onucani Tunu |5, 7, 19].

Enigemiouorist. /o choroni 6yJio 3apeecTpoBaHo
nonaz 100 pisHuX MyTaIliil B TeHi aBTOIMYHHOTO pery-
agropa (AIRE), gk ofHOpiIHUX, TaK 1 TeTepOreHHMX.
APECED e€ piakicHUM CHHAPOMOM, TIPO KU TTOBi-
JIOMJISIIOTH Y BCbOMY CBIiTi, ajie BiH OLJbII HOIIUPEHMI
Y JIESTKUX iCTOPUYHO 130JIbOBAHUX OJIHOPITHUX ITOTTY-
ssnisix: y Qinanaii (1/25000), Capauwii (1/14500)
ta amkinasi (1/9000). Hwxunii piBeHb 3axBOpIO-
BaHoCTi cmocrepiraetbest B Hopserii, IlIBerii, Ciro-
Benii, BesmkoOpuranii, Itanii, Ipaanaii Ta ITliBaidmiii
Awmeputti [6, 9, 14, 19].

IHatorene3. AIIC-1 BuHuKa€e B pe3yJsbTaTi MyTaIlii
B reri AIRE, axkunii posramosannii Ha 21-it xpomoco-
Mmi (tennuit sokyc 21q22.3). Ien AIRE ckianaernes
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3 14 ex30HiB i koxye OioK 3 545 amiHokucior. AIRE
B OCHOBHOMY €KCIIPECYETHCS B TUMYCHUX MEIyJsip-
Hux emitemanbanx kiaitnaax (MTECs), gxi Bigirpa-
I0Th BaXKJIMBY POJIb y Tpe3eHTallii aBTOAHTUTEHIB, a
TaKO’K y HEBEJMKIN KiJTbKOCTI eKCITPECYEThCS B ceJie-
3iHIM, JiMbaTHIHNX By3Jax, MILTYHKOBIN 3a7103i,
KOpI HAJ[HUPKOBUX 347103 1 MOHOHYKJIEAPHUX KJITH-
Hax nepudepuunoi kposi. Ten AIRE komye 6inok
SIZIEPHOTO TPAHCKPUIIIIHHOTO PEryJsiTopa, 3ajiyde-
HU 10 eKTOTIYHOI eKCIIPecii CAMOAHTHUTEHIB Y TUMY-
ci, 110 TPU3BOIUTD /10 BUJATEHHS CAMOPEAKTHUBHUX
TUMOIIUTIB 1 TeHepyBaHHSI TepudepuyHoi Toe-
panTHOCTi. Pos mepudepuunoi excrpecii AIRE, ska
Oyna miareepmxkeHa anaiizom MPHK, sajuiiaerbes
HescHoio [3, 10].

[Te 3axBopioBanHs onocepeakoBane T-KiiTHHAMHA,
3 miABUIIEeHO0 YacToToio edpektiB CD8 i 3HMKEHHAM
peryasitopaux kimituH FoxP3 T. Kpim toro, narientn
3 APECED neMoHCTpPYIOTh 3HAUHY 3MiHY (heHOTHITY
B-kuritun i mopyienss peryJsiii 1X yHKIIIT 3 ypaxy-
BaHHSM Tepu(pepUUHNUX BPOKEHNUX IMYHHUX MeXa-
Hi3MiB, 0COOJIMBO y THX, Y KOI'O TPUBAJIICTh 3aXBOPIO-
BaHH: foBma [2, 3, 19].

XpoHiyHa 3anajbHa JeMieliHi3yloya MoJiHeipo-
nariss (CIDP). ¥ moneit aBroimynna nepudepuyuna
HeBpolarig Haityacrinte npossaserbes sk CIDP abo
cunagpoMm liena bappe, mommpeHicTh sIKOi CTAaHOBUTH
Bix 2 no 8 Ha 100 tuc oci6. ITaTodisiomnoris aBToiMyH-
HOl eprudepruIHOi HeliporaTii Ha ChOTOIHI HeoCTaT-
HbO BUBYEHA, I TMATOTeHHWI CIennpiyHuil aHTUTeH
HeBiziomuil. ToMy 3aMIIA0THCS 3HAYHI TUTAHHS 1IIO/I0
MeXaHi3MiB 3aXBOPIOBAHHS Ta aHTUTEHiB-MilteHeit [21].

CIDP sasBuyaii cTaHOBUTH OO0 IIPOrPECYIOUY
abo peluanBYIOUY, CUMETPUYHY, IEPEBAKHO MOTOP-
HYy, HeWpomarifo 3 TPOKCUMAJIbHOIO 1 AUCTATHHOIO
caabkictio. [liarnos CIDP 3asBuuali BCTaHOBJIOIOTH
3a JMaHUMH eJeKTPOodi3ioMoTiYHNX AOCTiIKeHb, SIKi
CBifluaTh PO JeMi€MiHi3aIlio, a came: MMPOJIOHTAITis
JIUCTANIbHOI JIATEHTHOCTI, 3HW)KEHHS MIBUIKOCTI
[IPOBIHOCTI, TOJOBKEHHS 3aTPUMKHU a60 BiICYTHICTH
F-xBuJjib, 4aCTKOBOIO OJIOKY MPOBIAHOCTI, aHOMAJIb-
HOI TUMYacoBOi aucrepcii. JJomoMiKHUMI 03HAKaMK
quis piarsoctuku CIDP e: migBuinerHst BMicTy O1IKiB
Y CIIMHHOMOBKOBIH pignsi 6e3 301/1bIIeHHsT KIIbKOCTI
JIEHKOIMTIB, BUSBJIEHHs GioNTaTy HepBa IEPBUHHOI
JeMiestiHizanii abo MoJIIIIeHHsT CTaHy IicJst iMyHO-
Tepanii. TakuM YWHOM, y TAIi€EHTIB 3 MyTallisMu
B reni AIRE mozxe ciontanno dopmysarucst CIDP [4].

Koiniuauii BUnaziox

XBopuii B., 15 pokis, ckeposanuii y 6epesHi 2019 p.
Ha KOHCYJBTAII0 B €HJOKPUHOJIOTIUHE Bi/IIiJIeHHS
HACJ «Oxmaraut» 3i ckapramMu Ha BiJCyTHICTb
JIMHAMIKN POCTY, CTATEBOTO 0O3PiBaHHs, TiIllOTJIiKe-
MiUHI CTaHU TPOTITOM KiJTbKOX MicamiB. nHamika
3POCTY 3a OCTaHHIX 2 POKU CTAHOBUJIA 5 CM.

3 aHaMHe3y Bi/IOMO, 10 AWTHUHA HAPOAWJIACH Bi[
TIepIoi JOHOIIEHO1 BariTHOCTI, TII0 MaJjia HOpMaTbHUH
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nepebir. Maca Tina npu napokensi — 3600 r, 3pict —
51 cM, 3a mKkanow Anrap — 9 6aiis. 3 1epLUIOro POKy
JKATTS IUTHHA XBOPiJla HA PEIUANBYIOUi BipycHi iH-
dexiiii (4—5 pasis Ha Pik), posiann 3 GOKY ILIYHKO-
BO-KUIIKOBOIO TPakTy; OyJIO BCTAaHOBJIEHO iarHo3
mic6io3 KUIIEeYHHKA Ta IPOBOAMJIOCS JIKYyBaHHS.
[lemrennit 3a kareraapeM. IlcuxomoTOpHMIT PO3BU-
TOK — 3a BikoM. Y 6abyci 1o JiiHii 6aThka — IyKPOBHii
miaber 2 Tumy. MoJiofina cecTpa 3/0poBa.

XBopie 3 1 poky 9 wmicsiiiB, KoJu BIiepiite, 3i CJIiB
MaTepi, MCsT BXKUBAHHS HEMUTHUX OBOYIB 3 SIBUJTUCS
YacTi PO3Pi/KeHI BUMOPOKHEHHS. /[Biui mpoTsirom
POKY JiikyBaBCsa B iH(MEKIIHIN JiKapHi, y BHUCIBax
3 KUIIEYHUKA MaTorenHa (iopa He BU3HAYAIACS, OTPU-
MyBaB Giolpernapary, I0CSIraBcst TUMYACOBHI e(eKT.
Y 2 poku obcrekeHuil i nposikoBanuil B 0OgacHiil
QUTSYIN JTIKapHi, /e BCTAHOBJIEHO iarHO3: CUHIPOM
MasibabcopOIii HeBigoMol eTiosorii; noaigedinurHa
aHeMis; cenextuBHuil pedinut [gA. ¥V Bimi 4 pokis
OyB rocriTagisoBaHUil y IIyJIbMOHOJIOTIUHE Bij/IiIeH-
Hs1 00/1aCHOI AUTAYO0l KainiuHol JiKkapHi, ge aiarHoc-
TOBAHO HETOCHITAIbHY MOJIiCErMEHTAPHY ITHEBMOHIIO,
cunzpoM Maiababcopbuii. Ilicag moobcrexkenuss B
[HcTHTyTI IEeiaTpii, akymepcerBa i rinekosnorii AMH
Vrpainu (ITTAT) GyJio BcTaHOBJIEHO iarHO3: XBOPoba
MiIIJIYHKOBOI 3a7103W HEe YTOYHEHa, moJrifedinuTHa
aHeMis, acKapuI03, A1chios KullleuHnKa. 3 pesyJIsra-
TiB 0OCTEKEHH 3a el epioj1: MoToBi Ipobu B ArHA-
Mit 55-30-45-14-15 (neratusHi), hekaabHa eracTasa
32 O/1, o MoxKe CBITYUTH TIPO TIKKY TTAaHKPEATUIHY
HEJIOCTATHICTh; IMyHO(EepMEeHTHUN aHaJli3 BU3HAYEH-
Ha anTuTin IgA, 1gG no mentuaiB raiaanHy B cupo-
BaTIli KPOBI — HEraTUBHUM, B aHaJi3aX KOIPOTpaMM
BU3HAYaBCS HEWTpaJIbHU kUpP (HABITH HA TJIi TPH-
oMy hepMEeHTHUX MTperapaTiB); MOJIEKYJISIPHO-TEHe-
THUYHE JOCTIKEHHST Ha MYKOBICIIUIO3: 5 MasKOPHHUX
MyTalliii TeHa MyKOBicIIU/103y He BuUsiBiIeHO. Hamaui,
31 CJIiB Marepi, cCaMOINOUyTTSI IUTUHM 32 TIeil Tepioj
3a70BibHE. Y 7 POKiB mic/as npuiloMy aHTHOIOTHKIB
3 TIPUBOJLY TOCTPOTO PECITIPATOPHOTO 3aXBOPIOBAHHS
3'SIBUJINCST BOJISTHUCTI HeTlepeTpaBJieHi BUITOPOKHEH-
Ha 10 5—6 pasis Ha 100y, moJidexanis, CyaoMu B
KUCTSIX 1 CTYINHSIX, B'SJIiCTh, 3HUKEHHS alleTuTy.
B obiachiil aursuiil jmikapHi BCTAHOBJIEHO AIarHO3:
CHHIPOM MaJibabcopOllii, cTaisi pO3rOpHyTHX KJIiHiY-
HUX TIPOSIBIB, aBTOIMYHHUIN THUPEOIANT, TIlIOTUPEO3,
rimomapaTupeos, moJigedinnTHa aHeMis, XPOHIYHUI
eHTePUT, BTOpUHHUN iMyHomedinuT. Byso mposese-
HO GIOTICIIO IBAHAIATUIIANO0I KMITKK: MOP(OIOriuHa
KapTWHA BIifNOBifIae HecrennpiyHOMY 3aMaJIbHOMY
IpoIecy 3 iMyHHUM KOMIIOHEHTOM i SIBUIIIAMU JI€3-
opranisarii emitemianbHoro kommonenta. B H/[CJI
«OXMaTauT> BCTAHOBJIEHO JiaTHO3: aBTOIMMYHHUN
MOJTIOpraHHuil cuHApoM 1 TUITy; IepBUHHMI Timota-
paTupeos; aBTOIMYHHUIN THUPEOIANT, TirnmepTpodidHa
bopma, TinoTrpeos; KaHANU/03; AHKPeaTUYHA HE/l0-
cratHicTh. [lpusnaveno 3amicHy Tepamito. Y Bimi
9 pokiB — MaHidecrarist 1ykpoBoro aiabery 1 Twuiry,
MiABUINEHI aHTUTILIA 0 TIyTaMaTAeKapOOKCUI3H —
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2000. Asroimynna enteponatiss? MPT rinodisa: ri-
nodis 30ijblIeHUI Y PO3Mipax BiHOCHO BiKOBOI
HOpMH, 0e3 BUIUMUX 00'€MHUX, CTPYKTYPHUX 3MiH.
[Ipusnaveno sikyBaHHS, peKOMEH/Iallii BUKOHYBAJIN-
csl ermisonyHO, 00CTeKyBaBCs HeperysipHo. Y 14 po-
KiB TOCTIITaJII30BaHUN 10 €HIOKPUHOJIOTIYHOTO Bi/ITi-
JIeHHsT 00J1acHOI JIiKapHi y TSKKOMY CTaHi: CymIoMu,
HOPYIIEHHST XOH, O1Ib y KiHIIIBKaX, HAOPSKK B ITiJISH-
i Tysry6a, BepXHiX i HUJKHIX KIiHI[IBOK, YyacTi po3pii-
JKeH1 BUTIOPOKHEHHS, KaHIW/I03 IIKIPH 1 CIM30BUX
000510HOK. TIpOTArOM POKY KOHTPOJIbHI 00CTEKEHHS
He TIPOXO/INB, €Ty He noTpuMyBaB. OcTaHHE cTallio-
HapHe JikyBaHH: B JioTomy 2019 p., B eHZ0KpUHOJIO-
TIYHOMY BiJ/IiJIEHHI, OTPUMYBaB iHCYJiHOTEpatiio,
rperapaTy KaJjbllifo, JeBOTUPOKCUH. CymIoM TIpoTs-
TOM POKY He Bi/I3HAYaJI0Cs, CTIOCTEPITal0ThCA TIOTJTi-
KeMiYHi CTaHW IPOTSTOM OCTAaHHIX MiCSIIiB.

Kiiniyne oOcTeskeHHs1. 3arajbHUN CTaH AUTUHHU
cepenHboi TsKKocTi. CBimomicTh sicHa. 3picT —
128 em (—=4SD), IMT — 17,5 xr/m? (110 Bigmosizae
35-my mnepuentuiro). HIkipa Giiga, cyxa. BigsHa-
YAIOThCS PO3YYXM HA MIKIPI KUCTEN PYK, Mepeariiv-
yax. KicTtkoBo-M'sizoBa cucrema 6e3 0coOIMBOCTEN.
Ha6psku BigcyTHi. IIposBiB KaHIMI03y Ha CIAU30BUX
obosonkax Hemae. Yacrora auxannga — 18 3a 1 xs,
HaJI JIETEHSIMU ayCKYJIbTaTUBHO BE3UKYJISIPHE JIMXaH-
Hs. ToHU cepIisd pUTMiUHI, YaCcTOTa CEPIIEBUX CKOPO-
yerb 65 3a 1 xB, aprepiampHuii THcK — 90/60—
80/60 mm pr. cr. JKusit 36iabiieHuid, Ly THii,
Hanpy:kenuii. ITeuinka 36iipireHa Ha 1 cM, IIJIBHO-
enactuura. Cumntom IlacrepHaribkoro HeraTUBHUN 3
000x 6okiB. Bunoposknenns wectiiiki, 1—2 pasu Ha
JIeHb, 4epryBaHHs OMOPMJIEHHUX 1 KallomoAiOHUX.
[liery He noTpuMyBaB.

JlaGopaTopHe OOCTEKEHHS. 3arajbHUil aHasi3
KPOBI, 3araJibHUI aHaJi3 ceui, e4inKoBi pobu, Kpea-
TUHIH, ceyoBHHa, OiNKOBI (ppakiiii, HOKa3HUKU CUCTe-
MU 3CIIaHHS KPOBI — 0€3 IaToJIOriYHUX BiJXUJIEHbD.
Tonu: kambIiti ionizoBammit — 1,26 mMmoib/m1, doc-
dop — 0,86 mmousb/a, Harpitt — 138,7 mmous /1,
xyop — 108,4 mmoub /i1, Kamiii — 2,82—3,5 MMOJIb/
(sHmxkenwmit), npoba Cyskouua (+). TurikemiuHuii
mpodik: HaTie — 7,4 Mmoutb /1, 11:00 — 6,5 MMoJIh /1,
14:00 — 3,5 mmous /1, 17:00 — 2,9 mmous/, 20:00 —
7,1 mmoun /a1, 23:00 — 3,5 MMOJIb/JI; TJIIOKO3YPist —
6,8—0r/a, ameron (—). Koprusom: y 9 pokiB —
185,6 (mopma 180—650 mmosb/mn), v 12 pokiB —
541 umoub/a,y 13 pokis 10,9 (Hopma 8,4—25 MKr/m1).
TTI — 54,8 (Hopma 0,27—4,2 MM O /mi); 8T4 — 0,651
ur/man (nopma 1,1—1,8), comatomena — 20 (Hopma
177—507 ur/mir), 25(OH) Bitamina D — 8,7 (Hopma
30—100 ur/mir), ocreokabiut — 39,58 (Hopma 27,8—
194 1r/mu), rrikoBarmii remorobin — 10,65 % (Hopma
5,7—6,4 %), C-nierrtig — 0,16 (Hopma 0,9—7,1 ur/min),
a-aminasza kposi — 10,65 % (nopma 4,8—5,9 %), IgA, G
1o TkanuaHol TpaHcraytaminazu — 0,03—0,05 (mera-
TUBHMI pe3ynbrat), IgA, G 10 nesaMiHOBaHUX MENTH-
niB tmiannny — 0,064—0,64 (HeraTUBHUIT pe3yJIbTaT),
Endomisil (EMA), IgA,G<1:10(<1:10 — Heratus-
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HUI pe3yJbraT), ginaza — 69 (ropma 13,0—60,0 ox/),
niarHoctuka HerepeHocHocTi Jakto3u (IIJIP) —
C/T — rerepo3uroTHe HOCIHCTBO (TIOB’I3aHO 3 HECTIli-
KOIO TIEPEHOCHICTIO JIAKTO3MU ), TTAHKPEAaTUIHA eJ1acTa3a
kamy — 125,07 (BimmoBizae cepeaHbOMY CTYIIEHIO
HEJIOCTATHOCTI €K30KPUHHOI (DYHKINT TiNLUTyHKOBOI
3asmo3n). Imynorpama: IgA < 0,01 (0,47—2,49 tv/n);
IgM 1,74 (0,15—1,88 r/xn); IgG 34,71 (7,16—17,11
r/n); IgE sarampumit 2,56 (mo 200 MMO/mu).
Kommnement: C3 xommonenTt 0,94 (mopma 0,9—
41,8 r/m), C42 xomnonent 0,12 (nopma 0,1—0,4 t/11).
CyGmnonyistiist iMbouTis mepudepruaHoi Kposi —
B Me’KaX BiKOBOI HOPMU.

IHcTpyMeHTasbHi MeTOMM MOCHiKeHHsA. Pertren
kucreil: kicrkosuil Bik — 8—9 pokis. EKI — 06e3
MMaTOJIOTIYHNUX BixuiaeHb. Y 3/] muronoaioHoi 3auo-
3 — o0'em 2,2 cMm?® crpykrypa opHopizHa. Y 3/]
KaJUTKM — BOTHUIIEBUX 3MiH He BUsBJEeHO (00’eM
si€90K — 16 - 9 MM, ipuzaTKy sieuka — 5 - 4 Mm). Y 3]]
OpraHiB 4epeBHOI TTOPOKHUHU, HUPOK, HAJHUPKOBUX
3a5103 — udy3Hi 3MiHM TapeHximMu nevinku. Jlomnmep-
exoKI' — Bimkpurte oBambHe BikHO 3 MM. Kamepm
ceplist He posmupeHi. ToBmMHA MioKapaa B HOPMi.
ODyuKIiis kirananis He opyiiena. KpoBoTik y uepes-
Hiif a0pTi MyIbcytounii. PyxoBa akTUBHICTH MiOKapa
30epeskeHa.

Koucyspranii cymiskaux cneniaicris. Hesposior:
miabernyna mosiHeiiponatis. OxyJuict: iHdinbrpar
y AiIsHI 1iBoi HagOPiBHOI AyTu.

Jiarnoctnyni 1mpobu s BU3HAYEHHS COMATO-
TporHOoi (yHKILI Tinodiza He TPOBOANIINCS Y 3B’ A3KY
3 BigcyTHicTIO HOpMadmizaitii TTT, a Takox mpoTsirom
OCTaHHIX MICSIB CIIOCTEPITAIOTHCS TiMOTJIIKEeMIiTHi
CTaHMU.

V nnani o6crexxenns — MPT rinodisa.

JiarHo3: aBTOIMYHHUI TIOJi€HAOKPUHHUN CHUH-
npom 1 tumy. Hanisam comarorennwmii. 3aTpuMka cra-
TEBOTO PO3BUTKY coMaToreHHa. CHHIPOM Maibald-
copOuii.

PexomenzoBana tepamis. /lieta 3 BUKJIIOYEHHSIM
TJTIOTEeHY, MOJIOUHUX MTPOAYKTIB (Ha TJi JIETH 3HAUHA
MMO3UTHUBHA JAMHAMIKA, 3MEHIIIUJIUCS PO3MIiPH KUBOTA,
TEHJIEHIisT 0 HOpMaJi3allil BUIIOPOKHEHb), iHCYJIi-
HOTeparlist, IperapaTti Kaibllilo y 3B'3Ky 3 Maabald-
copbuiero 1 r/mo0y moctiitHo. Y 3B's13Ky 3 BiJCyTHic-
TIO HO3UTUBHOI AnHaMiky nmokasuukis TTI wa mosi
200 MKr/m00y 1epeBeieHni Ha KOMOIHOBaHY Teparriio
sneBoTHPOKCcHH + TpuitoaTuponin 50 Mxr (HCC Ha Tri
mikyBanug 80—90 3a 1 xB), 3amicHa dhepmeHTOTEpA-
is i yac 1.

Oo6roBopeHHs

Hiaraoctuka AIIC-1 monsrae y BusgBJeHHI TeHe-
TUYHOI aHOMaJii, M0 JIeKUTh B OCHOBI CHH/POMY:
myTartii rena AIRE. [locaimxkennst A. Meager Ta criB-
aBT. cBigunTh, mo 100 % mamientis 3 AIIC-1 matoTh
aBTOAHTUTLIA, 1[0 PEAryioTh 3 iHTep(EepOHOM OMera,
TOMY aHaJli3W Ha TaKi aBTOAHTUTLIA MOXKYTbH JOTIO-
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MOTTH y MBUKIN piarnoctuiti [13]. Tenetnuni gocaiz-
skenns it piarHoctrku AIIC-1 y mammiii kpaini, Ha
JKauTh, He TPoBOAAThCs. CiM'l TTallieHTa peKOMEeHI0Ba-
HO TIPOTH TeHETUYHE TECTYBAaHHS 32 KOPAOHOM, aJie
1e He 6yJi0 3po0IIeHO Yepes (hiHaHCOBI OOMEKEHHSI.
Jliarnoctuka AIIC nepenbadae BU3HAYEHHS Opra-
Hocrienu(piYHUX aHTUTIN, (PYHKI[IOHAJTbHE TecTyBaH-
Ha. Ili crerfiasbHi iarHOCTUYHI IIJIXOAM, a TaKOK
BeseHHss narientiB 3 AIIC mnalikpamie BUKOHYIOTH
y EHTPax 3 JMOCTATHIM JIOCBiZIOM MIOAO0 TaKUX aBTO-
iIMYHHUX €HJIOKPUHHUX 3aXBOPIOBaHb. JIIKyBaHHS 11b0-
r0 CHHPOMY MoJIATac y 3a0e3leyeH i PIsHUX HemoIi-
KiB, 5IKi, Ha TIEPIITUH MTOTJIS/], MOSKYTh 3/IaTUCST TIPOCTOIO
nporezypoto. Il gac sikyBaHHS MOKYTh BUHUKHYTU
CKJIAJIHI cuTyallii, ki moTpedyIoTh MaKCUMAJIbHOT yBa-
T i BYacHOi Kopekirii. Ilarientn 3 rimomapaTupeo3om
TTOBUHHI OTPUMYBATH TIPENapaT KaJbIliio i BiTaminy D
Y [103aX, IOCTATHIX JIJIS TT/ITPUMAHHS PIBHS KaJbINIO y
KpoBi 1 ceui B MeXax HOPMAaJIBHOTO lialla30HY.
HazgxupkoBa HefocTaTHICTD IOBMHHA OYTH AiarHOCTO-
BaHa BYACHO, OCKIJIbKU 1l HeOe3MeYHUil I JKUTTS
craf. [IpuiioM rJIFOKOKOPTUKOIAIB Mae OyTH posIoya-
TUW HETalHO, 3 MiJIBUINEHHS /03U TPOTITOM TIepiojLy
TOCTPOTO CTpecy, TakuxX SK iH(eKIls Ta Xipypriude
BTpy4YaHHs. BakimBo 3HATH TIPO HWMOBIPHICTD Tirlo-
KaJIbITIEMIi TIi/T Jac MiABUATIEHHS TO3U TJIIOKOKOPTHKOI-
JUB 1 BIIMIOBIIHO PETYJIIOBATH JIIKyBaHHS TilloOapaTu-
peoay. edinmuT MiHepasoKOPTUKOIIIB PETYJIIOETHCS 3a
JI01IoMoroio (hurypoKopTu30Hy arerary. JIeBoTupok-
CUH TIPU3HAYAIOTh y BUIAJAKaX TilOTUPEO3Y, aje
3aBK/IM IICJIsE BUKIIOUeHHs ab0 JIKYBaHHS HaHUPKO-
BOi HepocraTHOCTL. TUpeoiaHi TOpMOHM 306iJIBIIYIOTH
MEeYiHKOBUH KJIIPEHC KOPTU30JLY, TII0 MOKe BUKJIUKATU
HaJHUPKOBUI KPW3 MTPU HEAiarHOCTOBAaHIN HaTHUPKO-
Biif HeoctaTHOCTI. KpiM TOTO, y TAIlIEHTIB 3 HEJTIIKOBA-
HUM TiTOKOPTUIIM3MOM MOJKE CIIOCTepiraTucst 000poT-
He M/BUIIEHHS PIBHS TUPEOTPOIIiHY, OCKIJTBKU TJIIO-
KOKOPTUKOIIU TPUTHIUYIOTh CEKPEIlii0 TUPOTPOIIiHY.
3amicHa Tepaiig ecTporeHamMu abo aHApPOreHaMU
HNOBUHHA MOYMHATHCA B IyGepTaTHOMY Billi y iTeil
3 TimoroHaguaMoM. J[031 CJIiji HOCTYIOBO 30iJIbInyBa-
TH, 1 JIIKYBaHHS CJTI/T TIPOJIOBKYBATH B IOPOCTIOMY BIlli.
3 METOIO MOJIIIIIIeHHs POCTY TAIliEHT OTPUMYBAB JIKY-
BaHHJ ITperapaTamMy BiTaMiHiB, 1110, Ha HAIITy AyMKY, He
MIPU3BEJIO /10 TTO3UTUBHOTO edekTy, ockimbku AIIC-1
€ IMYHOJIOITYHO  OIMOCEPEAKOBAHUM MeTaboIIYHUM
i eHIOKpUHHNM pozJiazfioM. [[ncdynkiiis xkuimeyHuka
MO)Ke TPU3BECTU JI0 Hea[eKBAaTHOTO i HECTIHKOTO
TTOTJIMHAHHSA JIiKiB. [liATprMaHHS BiMOBIAHUX PiBHIB
FOPMOHIB Ta iHIIKUX PEYOBUH MOKe OYTH Jy/Ke CKJIa-
HUM Y JIesKUX Buaakax. MajpabeopOiis Moske OyTu
KOPHUTOBaHa 32 JIOMOMOTOIO MIEPOPATIbHOTO B3KUBAHHST
(bepMeHTIB MiIIIIYHKOBOI 3a71031 1 3MEHIIIEHHST CII0-
SKUBAHHS KUPIB ab0 3aMiHM 3BUYAWHMX JKUPIB Ha
CepeHBOJIAHITIOTOBI TPUTTITepU/in. 3HOBY K TaKH,
CJTJT 32y BAYKUTH, TI[O TITOKAJIBITIEMISI MOJKE TIOTiPIIATH
MasbabeopOIio, ToMmy ii HeoOXigHO yHUKaTH. XPo-
HIYHWIT KaH 1103 CJM30B0I 000JIOHKH CJIiL KOHTPOJIIO-
BaTH 3a JIONIOMOIrO0 HPOTUIPUOKOBUX IIperapaTis.
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A30JIbHI areHTH, Taki gK MIKOHa30J, KETOKOHA30JI,
iTpakoHasos i aykoHa3os, 4acto edeKkTuBHI, Xoua
TPHUBAJIE€ 3aCTOCYBAHHSI MOYKE TIPU3BECTU 10 MEIUKa-
MEHTO3HOI PE3UCTEHTHOCTI. [HITNM BasKJIUBUM TTUTAH-
HSIM € Te, 10 a30JI1 MOKYTh BIUIMBATU Ha CTEPOiore-
Hes, HoTipiyBatu a0 BUKIMKATH HaIHUPKOBY HEZI0-
craticTb. AMdorepurs B i HicraTus, npoturpu6xo-
Bi TIpernapaTy KJaacy IMoJIi€HY, MOBUHHI BUKOPUCTOBY-
Baruch y repiry depry. st mpodisakTuKu po3BUTKY
IJIOCKOKJIITHHHOIO PaKy HeoOXiZHO CyBOPO KOHTPO-
JIIOBATH TIEPOPAJbHUN Ta CTPABOXIAHUN KaHIWIO03.
[Ipu kepaTuTi MOKHA BUKOPUCTOBYBATH MICIIEBI TJTfO-
KOKOPTUKOI/M, a BiTaMiH A MOsKe 3a1100iITH BUpa3Kam
poriBku. IlarieHTam 3 aciieHi€l0 pPEKOMEH/IYEThCS
MIPOBOJIUTH BAKIMHAINIO MPOTH ITHEBMOKOKA, OJIHAK
JIesTKi aBTOPH BBayKAIOTh, 10 Ko:keH martieHT 3 AIIC-1
HNOBUHEH OYTH BaKIIMHOBAHUM, OCKIJIBKH acIlJIeHis
3asBuyail Gescumnromua. IIpo poJib IMyHOCYIIPECUBHOT
Teparlii HOBIIOMJIAIOTh Y KLIbKOX IyOsmiKarisx. IMyHO-
CyNpecyBHA Tepallisi, IMOBIPHO, KOHTPOJIIOE Majibal-
copO1ifo 1 TAHKPeaTUYHy HEAOCTATHICTD, TeIaTUT, Kepa-
TUT, AJI0MEIiI0 Ta iHIIT CUMIITOMH, aJie 3 PI3HUMU Pe3yJib-
TaTaMu. BakmMBO maM’sTaTy, Mo 151 Tepartis TPOBOKYE
reHepasTi3oBaHi, TSUKKI opmu kKananaosy [11, 18, 21].

BucHoBku

AIIC-1 map3BUuaiiHO PIBHOMAHITHUI Y CBOIX IMPO-
sIBax, MPU MTPOTPECYBAHHI 3aXBOPIOBAHHS KJIIHIYHUMA
CIIEKTpP HOTO KOMIIOHEHTIB PO3MMPIOETHCSA. Tomy

KoHcbaikTy iHTepeciB Hemae.

el CHHAPOM HeOoOXiZHO /iarHOCTyBaTH Ha paHHIiX
CTa/IigX, BPaxXOBYIOUM BUCOKY 3aXBOPIOBAHICTH i
cMepTHicTh. JIikyBaHHS Ta crHocTepesKeHHsT BUMara-
10Tb GararonpodiibHoro miaxoay. B onucanoro Hamu
marienTa HasgBHI aBa ocHOBHHUX kputepii AIIC-1:
rirmomapaTupeos, XPOHIYHUN KaHAUI03 CJIU30BUX
000JIOHOK, @ TAKOK J0JAaTKOBI: aBTOIMYHHUI THPEO-
inuT 3 rinorupeosom, HyKpoBuii miabGer 1 TwuiLy,
CUHAPOM MajibabcopOiii Heyrounenuii. ITepiognuni
CYZIOMH, MOPYIIEHHSI XOAU MOKYTh OYTH 3yMOBJIEHI
XPOHIYHOIO 3aMTAJIBHOIO JIEMIEIHI3YI0Y0I0 TT0JIIHEBPO-
nariero [1, 17].

JlikyBaHHS TIOJIATA€ B KOPEKII1 €HIOKPUHHOI He-
JIOCTATHOCTI 32 JIOTIOMOTOI0 3aMiCHOI TOPMOHAJbHOI
Teparii, crienugivHOMY JIKyBaHHI 1HIIMX 3aXBOPIO-
Banb, 1o xapaktepHi st AIIC-1. EdexruBne miky-
BaHHS KaHAMJI03y POTOBOI IOPOKHUHU 3arobirae
POBBUTKY PaKy B GiJIbII I3HBOMY Billi, IIPOTE He CJIij
3aCTOCOBYBATH KETOKOHA30JI, OCKIJIBKH BiH € iHr16iT0-
pom turoxpomy P450 i mpurnivye crepoinorenes [11,
15]. Ilpu xpowuiuHiii 3amajgbHill meMieaiHi3yI0UYiil
MTOJTIHEBPOIIATii BUKOPUCTOBYIOTh BHYTPINTHBOBEHHO
iMyHOIJIO0YJIiH, KOPTHKOCTEPOiAK. TOJI0BHOI METO0
JIKYBaHHS € 30€peKEeHHsI KUTTS TallieHTa i marpum-
Ka HaJIe;KHOI HOTO SKOCTI.

YcBimoMIeHHST JIiKapeM IhOTO PiAKICHOTO aBTO-
iMYHHOTO TTOJTIeH/JOKPUHHOTO PO3JIay MOKE CIPUs-
TU OTO PAaHHBOMY PO3ITI3HABAHHIO 1 BUACHOMY JIKY-
BaHHIO, 3a1100iraloun MOTEHIIHHUM 3aXBOPIOBAHHSIM,
TTOB’sI3aHUM 3i CMepTIO.
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AYTOMMMYHHDbIA MOAMIHAOKPUHHBIN CHHAPOM 1 TUna:
HOBble NPEeACTaBAeHUS O naToreHese U pacluMpeHHble KAMHUYeCKHe NpOosIBAeHUS

N. M. T'aBpnatok

HaumoHaAbHas AeTckas crneumasmampoBaHHas 6oAbHULa «OxmaTAeT», Knes

Ilesp paGoOTHI — AHAIN3 KINHNYECKOTO CIyYas ayTONMMYHHOTO TIOJIMIHIOKPUHHOTO CHHAPOMa 1 THIa, pacCMOTpEHIEe HOBBIX
KJIMHUYECKUX aCIeKTOB ¥ COBPEMEHHDIX B3IVISZ0B Ha IIaTOreHe3 JaHHOr0 CUHIPOMA.

Marepuainsl u MeTOAbI. B cTaThe MpecTaBIeHbl KIMHITIECKHE JAHHbIE U Jab0paTOpHbIe MOKA3ATENN, PACCMOTPEHBI METO/IbI
JiedeHus: ¥ HaGMIOCHUS MAIMEHTOB ¢ ayTOUMMYHHBIM TOJIUIHAOKPUHHBIM cuuapomMoM (AIIC) 1 Tuma, 0630p aKTyaabHbLIX
JTAHHBIX JTUTePaTyPhL.

Pesyabratsl 1 00CysK/1eHHE. Y MAIMEHTA U3 OMHUCAHHOTO KJIMHIUYECKOTO CJIy4asi IPUCYTCTBYIOT 2 ocHOBHBIX Kputepusi AIIC
1 THIIa — TUMOMapaTHPeo3 N XPOHMIECKIH KAHINA03 CIU3MCTHIX 000I0UEK 1 TOTMOTHUTENbHbIE — ayTOMMMYHHBIN THPEOHUANUT C
TUIIOTHPEO30M, CaxapHbiil iuadet 1 Tuma, cuaapoM MaiababcopbOiu. Ileproanyeckue Cy10pornm, HapyIeHue IoXoAKN y peGeHka
MOTYT GBITh 06y CTOBIEHBI XPOHNYECKON BOCTIATNTENBHOI IeMuenHn3npyoneii monrnneponatueit. narnoctnka AIIC 1 trma
[pejlosaraeT BblABIeHUe reHeTHdyecKoil anomanuu — myTanuu rena AIRE, xoropas sBisercs npudnHOl pa3BUTHS JAaHHOIO
CHHIPOMA, 1 OTIpefiesieHne opratocerdnaecknx antntesn. CoracHo JaHHbIM 3apyOekHbIX rccaenoBanuii, 100 % mammenTos ¢
AIIC 1 Tuna umMeloT ayToaHTUTeJIa, KOTOPbIe BCTYIAIOT B peakiuio ¢ uurepdeponom omera. Iloaromy ucciegosanue s onpese-
JIEHUST 3TUX ayTOAHTUTeJ YCKOPHUT AuarHocTuky. Jleuenne marmentos ¢ AIIC1 Tuma 3akirodaeTcst B KOPPEKIINU SHIOKPUHHOM
HEIOCTATOYHOCTH € MOMOIIIBIO 3AMECTUTENBHON FOPMOHAIBHON TEPAIiH U CTIEIU(MITIECKOM JCYCHUU COMYTCTBYIONUX 3a001€BaHIIA.

BsiBozst. AIIC 1 Trma XapakTepusyeTcst BBICOKIMI MOKa3aTe sIMIT 3a00J1eBAEMOCTH U CMePTHOCTH. CTIEKTp KIANHHYECKUX TTPO-
SIBJIEHUH JTAHHOTO CHHJIPOMA YPE3BBIYAiHO IUPOKHIL, [IPH TIPOrpeccupoBanin 3abosieBanns ox paciupsiercst. [[oaToMy ganHbiii
CHHJIPOM CJIelyeT ANarHOCTHPOBATh Ha PAaHHUX CTAUAX. [71aBHAs 11esTb TeueHns TaKUX MallieHTOB — COXpaHeHue JKI3HN MaIfi-
€HTa U IIOJ/IePKKa ee Hajlleskalero kayecrsa. Ilonnmanne narorenesa aToro peJIkoro ayTOMMMYHHOTO [TOJIUSHOKPUHHOTO pac-
CTPONCTBA MMeeT Ba)kKHOE 3HAueHWe /I PaHHel [MarHOCTHKM ¥ aJleKBAaTHOTO JeYeHHs, YTO MO3BOJUT TPeJOTBPATHTD
MOTEHIATIbHbIE 3200JI€BAHUS C JIETATLHBIM HCXOOM.

KmoueBble coBa: ayTOMMMYHHBIH TTOJUSHAOKPHHHBIN CHHAPOM 1 THIA, XpOHMUECKas BOCTIANTNTETbHAS AeMUETNHU3UPYIO-
11as OJMHEeBPOIATUs, TeH ayTOMMYHHOIO PeryJiaTopa.

Autoimmune polly;endocrjnopathy syndrome type 1:
new conceptions on pathogenesis and extended clinical symptoms

I. M. Havryliuk
Okhmatdit Ukrainian Specialized Children’s Hospital, Kyiv

The objective was to present the caseof autoimmune polyendocrinopathy syndrome type 1 (APS1) and new clinical aspects
and current knowledge of its pathogenesis.

Materials and methods. This article includes clinical data, laboratory parameters, treatment and followupdata of the patient
with APS1. Also, a review of the latest data in world literature was made.

Results and discussion. The described patient has two main criteria for APS1: hypoparathyroidism and chronic mucosal
candidiasis, as well as some additional ones such as: autoimmune thyroiditis with hypothyroidism, type 1 diabetes, malabsorption
syndrome. Periodic seizures and gait abnormality may be due to a chronic inflammatory demyelinating polyneuropathy. The
diagnosis of APS1 is to detect the genetic anomaly underlying the syndrome: mutations in the AIRE gene and identification of
organspecific antibodies. International studies have shown that 100 % of patients with APS1have autoantibodies that interact
with interferon omega, so tests for such autoantibodies can help to get quick diagnosis. The treatment consists of correction of
endocrine insufficiency with hormone replacement therapy, and specific treatment of other diseases common to APS1.

Conclusions. APS1 is extremely diverse in its symptoms and the progression of the disease causes the expanding of clinical
spectrum of its components. Therefore this syndrome must be diagnosed in the early stages, taking into account high morbidity
and mortality. The main purpose of treatment is to preserve the patient’s life and maintain its quality good. Awareness of this rare
autoimmune polyendocrine disorder can help a doctor to recognize it and treat timely, preventing potential deathrelated illnesses.

Key words: autoimmune polyendocrinopathy syndrome type 1, chronic inflammatory demyelinating polineuropathy,
autoimmune regulator gene.
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