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" HauioHaAbHa AMTSYa criewiani3oBaHa AikapHS
«OxmaTanT», Knis

2 YKpaiHCbKMI HayKOBO-TIPAKTUUHMIA LIEHTP
€HAOKPUHHOI Xipyprii, TpaHCnAaHTaLii
€HAOKPUHHMX opraHiB i TkaHnH MO3 Ykpainu, Kuis

VY crarTi HaBeAeHO KAIHIYHUI BUIAAOK aBToiMyHHOrO nosioprantoro cungpomy (AIIC) 1 tumy B oamiii ciM'i — y Opara ii
cecTpy, 3 BiimMinHocTAMU y ckaIazoBux cunzgpomy. Lleit Bunaznox miarsepmxye, mo AIIC 1 tumy mae i ayTocoMHO-pelieCUBHUI, 1
ayTOCOMHO-/TOMiHAHTHUH THII YCIAIKyBaHHS 3 BICOKUM CTYIIEHEM PU3NKY HOT0 BHHUKHEHHS B POJIUYIB MEPIIOTO CTYTIEHS CIIO-
piznenocrti. ¥ xBopux oauiei poxunu AIIC 1 Tumy mMoske Bipi3HATHCD SK 32 CKJIQJ0M IATOJOLI], TaK i 4eproBicTIO BUHUKHEHHS
ypasKeHHs Pi3HUX OPraHiB, MPOTe IEPIINM BUABOM HaliuacTinie crac TpuOKOBe ypasKeHHs WKipH, 1i JoAaTKiB Ta CIM30BUX 000-
souok. Ocobimsictio nepebiry ATIC 1 Tuily € mocTynoBuil po3BUTOK CHMIITOMIB aBTOIMYHHOTO YPaKeHHs Pi3HUX OpraHiB 3
Mamigecralieo B paHHbOMY JUTSYOMY Billi, a B HacTymHi poku (dacrime g0 10 pokis) BinOyBacTbes MamidecTailiss ypakeHs
THIIMX eHAOKPUHHUX 327103 200 HEEHJOKPUHHUX aBTOIMYHHUX XBOP0O. Y pasi BUSBJICHHsI Y XBOPOTO OY/Ib-SIKOTO aBTOIMYHHOTO
3aXBOPIOBAHHST CJIJI TOPOKY MPOBOAUTH peTeibHe 0OCTEKEHHs /ISl BUSIBJIEHHST MOKJIMBOTO aBTOIMYHHOTO YDPasKEHHs 1HIINX
OpraHiB i TKAHHH, [IepeIoBCIM HAJHUPKOBOL HeJJOCTATHOCTI Ta TilonapaTupeosy.

Kiio4osi caoBa: aBToiMyHHMIT OTiOpranimii cuuapoM 1 Tuy, AiTu, TinomnapaTupeos, myKpoBuii aiabeT, rinoTupeos, mepBUH-

Ha HEJOCTATHICTh HA/IHUPKOBUX 3aJ103.

ynpaKTHui MUTSYOTO E€HAOKPUHOJOTA HEPIAKO
3yCTPIiYalOThCsl MAIIEHTH 3 YPakKeHHAM JBOX 1
GisTbIlie eHIOKPUHHUX 3aJI03 i3 XapaKTEePHUMU O3Ha-
KaMH iX TiTo- uu TinepdyHKIii. 3a HAIBHOCTI Y XBOPO-
IO TI0JIieHI0KPUHOIIATII HeoOXiHO BPaxoByBaTH B3a-
€MHUM BIUIMB MATOJIOTIYHUX TPOIECiB, 1O MOXKeE
iICTOTHO 3MIHUTU TUTIOBY KJIIHIYHY KapTHHY 3aXBOPIO-
BaHHsI, MACKYI0UN abo OOTSIKYIOUN BUSIB AUCHYHKIT
okpeMnx 3ayio3. [lo mosieHIOKPUHOIATII, 30KpeMa,
HaJIeXNUTh aBTOIMYHHMU MOJIOPraHHUN CHHAPOM
(ATIC), 1110 CTaHOBUTH COOOO IEPBUHHE YITKOKEHHST
EHIOKPUHHUX 347103, y GIIBIIOCTI BUTIAZKIB 3 1X (DyHK-
1[I0HAJIBHOIO HEJIOCTATHICTIO, 10 YacTO TOEHYETHCS 3
pisHuMU opra"ocrnenupiyHUMI HECHAOKPUHHUMA
3aXBOPIOBAaHHAMHU aBTOIMYHHOTO TeHe3dy. Chorojni
Bupi3HatoTh Kinbka Tumnis AIIC. Haiisizomint tpu 3
uux: AIIC 1 tumny, ATIC 2 tuny i AIIC 3 tuny [6].
AIIC 1 Tumy B siTeparypi 3yCTpidaeThcs i pi3-
numu HasBamu: curgpom MEDAC (Multiple Endo-
crine Deficiency, Autoimmune, Candidiasis), cun-

npom APECED (Autoimmune Polyendocrinopathy,
Candidosis, Ectodermal Dystrophy), kanaumgomnosni-
€HIOKPUHHUN CUHAPOM, crHApoM Yitakepa [1]. 1la
MATOJIOTisE BUSBJSETHCS KOMOIHAIEID NPUHANMHI
JIBOX 3 O3HAUCHUX MOPYIIEHD: TIOMapaTupeosy, mep-
BUHHOI XPOHIYHOI HEJIOCTATHOCTI HA/IHUPKOBIX 327103
i KaHgAUaO3y WIKipu Ta cinu3oBUX 00070HOK. ATIC
1 Tumy — 1e piZIKicHa MaToJIOTid, IKa B Pi3HUX Kpai-
HaX 3yCTPIYaeThes 3 pisHoio yactoro: y MinmsHmil —
1 : 25 000, cepen ipancobkux e€BpeiB — 1 : 9000, Ha
Capmmaii — 1 : 12 500 [8]. 3axBoproBaHHs HaiuacTi-
1le BUSIBJISIETHCS B JIUTSYOMY Bitli Tta y 2/3 Bumnaji-
KiB — y HEMoBHill (HopMi, 110 MOEMHYE 1BA i3 TPHOX
OCHOBHHMX KOMIIOHEHTIB.

Y 1946 p. YiTaxep i criBaBT. BIIEpIIe OMUCATH TPi-
aJly CUHJIPOMY, Ky CBOTOJHI BBAJKAIOTh KJIACUIHUM
nmoptperom AIIC 1 tumy: rinomapaTtupeos, MKipHO-
CJN30BUN KaHIN/03 1 epBUHHA HEOCTATHICTh HaJl-
HUPKOBUX 3a703. KpiM HalvacTimoro moeaHaHHSA
MIKipHO-cn30Boro Kauanao3dy (y 17—100 % suman-

CraTTs HaajiNwAa A0 peaakuii 17 alotoro 2014 p.
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kiB), runomnaparupeosdy (76—96 %) Ta nepBuHHOI
HEIOCTATHOCTI HamgHUPKoBUX 3am03 (72—100 %),
CKJIQJIOBUMU KOMITIOHEHTAMHU I1IbOTO CUHIPOMY MO-
KyTb Oyt ayornertist (y TPETUHI BUMIAJIKIB TOTAIbHA),
nepBUHHUI rimoronaaudm (25—435 %), cUHIPOM
MmasbabcopOuii (23 %). Pigiie 3ycrpivaorbess Xpo-
Hivnuil aktuBuuil renatut (12 %), nepBuHHmii rino-
tupeos abo audysHuit toxcuuHmit 306 (10 %),
mykposuit giaber 1 tuny (2—5 %). Y 2/3 Bumnajkis
CUH/IPOM BUSIBJISIETHCS B HEMOBHI (DOPMi, OXOTLITION0-
YU J[Ba i3 TPhOX OCHOBHUX KOMIIOHEHTIB. 3a3BWYaii
el cuHApPOM 1e010Ty€E B AUTS4oMYy Bili (IpubansHo
y 2 POKHM) MIKiPHO-CJU30BUM KaHIUIO30M, Ti3HiIIe
MPUEAHYETHCS TimomapaTupeos (y 88 % miteit y mep-
mmx 10 poKiB KUTTH) i MepBUHHA HA[HUPKOBA HEO-
crataicth [3]. Tun ycmaakysanusg AIIC 1 tumy —
ayTOCOMHO-PEIECUBHUH, ajie MOKJIUBHUN 1 ayTOCOM-
HO-ZIOMiHAHTHUIN Xapaktep mepenadi. [Towax 50 %
BunakiB AIIC 1 tuny mMaiothb cimeiinuii xapakrep. ¥
1997 p. Gyso 3’sicoBaHO, 1O CUHAPOM PO3BUBAETHCS
3a MyTallil reHa, SKMiH Bi/ITOBIZIa€ 3a aBTOIMYHHY
cynpecito (AIRE, autoimmune regulator), Bin Jio-
KaJi30BaHWII Ha JOBroMmy Iedi xpomocomu 21
(21922.3) i excripecy€eTbCst TIEPEeBasKHO B TUMYC [ 2, 4].

AIIC 2 tuny (TpUrJAgHIYJISIPHII CUHAPOM, TUPEO-
apEHOKOPTUKAIbHA HETOCTATHICTh, cuuapom IImiz-
ta). Cungpom HazBauuii Ha vectb Illmixra, sKwmii
yIepIie onucaB Teil CMMITOMOKOMILIEKC y 1926 p.
AIIC 2 tuny — HalOMUpEHIMnii BapiaHT iMyHOEH-
JNOKPUHHUX TTOPYIIEHD, SKIH XapaKTepU3y€EThCS ypa-
JKEHHSIM €HJIOKPUHHUX 347103 3 000B’I3KOBUM BUSIBOM
MEPBUHHOI HATHUPKOBOI HEOCTATHOCTI (Y BCiX XBO-
PHX), aBTOIMYHHIM YPaKEHHSIM MIUTOMOAIOHOT 3aJ10-
31 (aBTOIMYHHUI TUPEOIIUT BU3HAYAETHCA ¥ 95—97 %
XBOPUX 3 Pi3HUM (PYHKITIOHAILHUM CTAHOM MIUTOTIO-
JIOHOI 341031 — TPAH3UTOPHUM THPEOTOKCUKO3O0M,
eyTUPEO30M 1 TinoTupeo3oM; AuMy3Huii TOKCUIHUI
300 — y 3—5 % xBopux). HacTUM KOMIIOHEHTOM CHUH-
Ipomy BUCTYIIAE IyKposuil giaber 1 tumy (y 40—50 %
XBOPUX), TAKOXK CIIOCTEPIiraloTh MEepBUHHUN Tiloro-
Haan3M (3a pisHuUME ganuMu, Bix 3,5 10 30 %), miac-
tenio (y 20—30 %), siTwmiro (Bix 5 1o 50 %), mepHi-
mosny amemio (y 16 %). Jlo 6ixbim pigkicHnx XBo-
pob — CKJIAOBUX CHHIPOMY 3aPaXOBYIOTh aBTOIMYH-
HUI riohi3uT; aBTOIMYHHY TPOMOOITUTOIIEHIUHY Ty P-
My py; i0MaTHIHIIT HEIYKPOBUIL iabeT 3 HasBHICTIO
ABTOAHTUTLI 10 KJIITUH, 1[0 TPOAYKYIOTH Ba30TIPECHH;
MyXJTWHA Tinodi3a; CKIEPOAEPMio; TemiaKiio; aBTo-
iMyHHMIT racTpuT; asomneriio; takox AIIC 2 Tumy
MOJKe CYTPOBO/IKYBAaTUCDH aTPO(dieto 30pOBUX HEPBIB
[5,9,10]. ATIC 2 Tumy 3a3Buuait Manicdecrye B MOJIO-
nomy BitTi (cepenniii Bik — 30 pokiB), yactiie XBopi-
10Th xiuku (y 75 % Bunazkis). lenerndnum mapke-
poMm cxunbHOCTI 10 AIIC 2 Tumy cayrye ramioTin
HLA-DR3, HLA-DQB1*0201 [5].

AIIC 3 tumy Tako;K JIOCTaTHBO TonupeHa hopma
aBTOIMYHHOTO TOJIIOPTAaHHOTO CUH/IPOMY, SIKa CTaHO-
BUTH cOO0IO TIOEAHAHHS TATOJIOTII OCTPIBIEBOIO ara-
paTy HiIUIyHKOBOI 3amo03u  (IyKPOBOTo xiabery
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1 tumy) i muTonoAiGHOI 3a103u (aBTOIMYHHUI THPEO-
inut 3 pisHUM (DYHKIIOHATLHUM CTAHOM TITUTONO10-
HOI 3a03u, audysHuil Tokcuuanii 3060). CuHIPOM
TeHeTUYHO JleTepMiHOBaHWH, B OCHOBI HOTO maTtore-
He3y JeKUTh aHOMaJIbHA PeaKIlid KAITHHHOI Ta TYMO-
paTbHOI JJAHOK IMYHHOI CHCTeMU BHACTIIOK ZeheKTy
T-cynpecopuux jimponuris [7].

Kniniyauii BUnaziok cimeiinoi opmu
AIIC 1 Tuny

Jlo ennoxpunonoriunoro Biggisenus HCJI «Ox-
MarauT»> OyJio rocmitanizoBano xBoporo L., 10 pokis i
2 mic, i3 mrykpoBuM miabetom 1 tury. Xomauk ckap-
JKUBCS HA YaCTi €Mi30IN TIiMOTJIiKeMil, IO CYTIPOBO/I-
JKYBJIUCh KETOAIUA030M 13 OJIIOBAHHIM, 3HAUHY
€JIa0KICTh, HEMOKJIUBICTh CAMOCTIHHO XOAWTH BHa-
CJIIOK CHJIBHOTO OOJII0 B HOTAX, HYJOTY, BIICYTHICTD
ATICTHTY.

3 aHamMHe3y BiJlOMO, IO AUTHHA 3 OararoAiTHOI
ciM’i, HapoauIacs foHomnieHow, 3 macoio 3900 r, 3poc-
toM 51 cMm. I3 6-Tu MmicaniB y maiienTa XpoHidHU
CTOMATHT, i3 4-X POKIB 3'SIBIJIOCST TPHOKOBE ypaskeH-
HS HIFTbOBUX TJIACTMHOK TMaJIBIIB PYK, Yy Billi 4 poKH
2 Mic micss epeHecenoi BipycHoi indexitii manidec-
TyBaB IyKpoBuii piaber 1 tumy. I3 Toro yacy autmHa
OTPUMYE IHCYJIiHOTEpaIlio, mepedir MyKpoBOro jia-
6ety OYB CTaOLILHUM MPOTSITOM HACTYITHUX 6 POKIB.
YIpo10BK OCTAHHIX JIBOX MICSIIB Yy XJIOMTUYMKA [TOYaA-
jiics Oe3NMPUYMHHI YacTi emisofu rirmorsikemii, sixi
CYIPOBO/KYBAIUCI KETOHYPI€IO i3 GJIIOBAHHAM i 3HAaU-
Hoto craOkicTio. TTorpeba B iHCYJIHI Y XBOPOTO TIOCTY-
[IOBO 3MEHIIYBaJIACh, i CyMapHy 1000BY 103y iHCYJIi-
Hy 3a 2 Mic OyJo sumkeno 3 24 OJ1 (0,85 Ol /xr/
no6y) no 4 OJ1 (0,14 Ol /xr/noby). dutuny Oysio
rOCINTaNi30BaHO 3a MiCIleM IPOKUBAHHS B 0OJACHY
JIUTSAYY JKapHIO, Jie, He3BaKaloum Ha MPU3HAYECHY
Teparriio KeToaruao3y, ii cTaH He MoKpaliyBaBcs, Bifl-
Tak mnairienra Oyjio IepeBeieHo i 00CTeKeHHS Ta
JIKYBaHHS JI0 eHI0KpruHooriyHoro Bijytiienas H/ICJI
«Oxmaraut». I3 cimeitHoro anamuesy BijioMO, 1110
6aTHKU 3/[0POBI, a B MOJIOAIIOL cecTpH B 6 POKIB jiar-
nocroBano AIIC 1 tumy.

O6’exmueno: cTaH TUTUHU TSUKKUH, XJTOMYUK TIPU
CBIZIOMOCTI, ajie ZIelo 3araJbMOBaHU, MIIBUNI, COH-
JINBUH, TTOJIOKEHHS Tijla B JI’KKY BUMYIIIeHe BHACJI-
JIOK TIOCTIHHOTO CHJIBHOTO GOJII0 B HOTaX. 3picT —
134 cm (-0,6 SD), maca tima — 28,5 Kr, iHAEKC Mach
tima (IMT) — 15,6 kr/m? (Hmxde 15-TO TIEpIeHTH-
mo). Hlkipa 6Giiga, cyxa, AIISAHKKM JAemirMeHTalii Ha
Tyay6i, 001MYdi, OHIXOMIKO3 HIrTHOBUX ILJIACTUHOK
nasblliB pyK. Jlimoguctpoddii mics in’ ekl iHCyTiHY
Ha miedax i crerHax. Cim3oBi 060JOHKY CyXi, SI3UK
oOkJyasieHnil OiTMM HamIapyBaHHSIM, aHTYJSPHUN
cromatuT. BoJsioccst Ha ToJI0BI TOHKE, TbMSHE.
Temneparypa Tima 36 °C. AT — 80/40 mm prt. cT.,
myabe — 70 yn. 3a 1 xB. Tonu cepiist puTMmiuHi, ocJia-
6uieni. Yacrora quxanb — 20 3a XB, y JIETEHSIX BE3UKY-
JIIpHE JWXaHHSA, XpUMiB HeMae. JKuBiT posmayTuii,
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6e360 icHuil Tipy TOOKIH nasbnarii, medyinka Ois
Kpaio pebGepHOl Ayru 10 cepeHiil KAOUNYHIN JIiHii.
[MuronoxibHa 3as03a HMaJbIATOPHO He 30ijblieHa,
HIiIbHO-es1acTyHa, 6e36oicua. Horu migrsruyTi 10
JKUBOTA, CIIpoda PO3TMHAHHS Ta30CTErHOBUX 1 KOJIiH-
HUX cyri00iB BuKIuKae 6inb y Hux. Linepecresist i
4ac JIOTUKY JI0 MIKipu Hir. M s130BUii TOHYC JE110 3HU-
skennit. Cyxoskuiibai pediiekcu BUKanKaiorbest. [Tepu-
(dhepuunnx HaGPSIKiB HeMae. BumopokHeHHs 1 giype3
6e3 ocobsmBocteil. CraTeBuii po3BUTOK J0MyGepTat-
unit (3a Tannepom — I cTamis), MiBe I€UKO B KATUTIIL
He TaJIbIIYETHCS, BU3HAYAETHCS Y BXO/I B MaXOBUM
KaHaJ, TpaBe — y KaJuTIIi.

Jlani o6cmedncenns. 3aranbHui aHasi3 KPOBI: reMo-
ro6in — 110 r/x, epurponutu — 4,0-1012/51, neiiko-
T — 13,2-109/51, TpomboruT — 465 1/71; J1eiKo-
nutapHa dopmyaa: eosuHobIM — 6 %, MATMIKO-
sanepui — 1 %, cermentosinepui — 40 %, aimbonnutn
— 42 %, mouorutn — 11 %, IIIOE — 20 mM/Tox. Bio-
XiMiYHI TOKa3HUKHU KPOBI — y MeKaX BIKOBOI HOPMU.
3araJbHUI aHami3 cedi He 3MiHenuii. [uikoBanwmii
remoriobin — 10 %. TopMOHaIbHI JOC/IiAKEHHSI:
TTI — 5,03 MkMO/ma (nopma 0,27—4,2), BinbHuit
T4 — 1,17 ur/nn (mopma 0,8—2,0), ATIIO —
249,7 MO /mint (nopma 1o 34), C-nierrrur — 0,022 vr/mi
(nopma 1,1—4,4), maparropmon — 19,31 nr/ ma
(ropma 15—65), paHKOBUI KOPTHU30J KPOBI —
117 umoms/n (nopma 171—536).

Enexrponeitpomiorpadis BUsHaumMIa HEMpOmaTny-
HUI TUT 3MiH. 3a JaHUMHU peoBazorpadii HIKHIX
KIHITIBOK, MyJbCOBE KPOBOHATIOBHEHHS CYIWH TOMi-
jgok y Hopmi. EKTX pur™m cunycHuii, metabosidymi
aminu B miokapai. Y3/ OYIl: meuinka 36isblieHa,
mapenxiMa opHOpinHa. HagHupKoOBi 3a03u 3BUYAli-
HOI eXOCTPYKTYPH, ipaBuii — 14 x 12 mwm, JiBuii — 16
x 10 mm. Kopunwuii Mixyp, HUPKU — (€3 TTATOJIOTIU-
HUX 3MiH.

[Muronoxibna 3am03a He 30ijablIeHa, CTPYKTypa
HEO/IHOPIi/IHA, 3 03HaKaMU aBTOIMYHHOTO THPEOiIUTY.

Ornsraytuii okysictom, HeBposiorom, JIOP: nato-
Jiotii He BUsBJeHO. JlepMarosior: MiKO3 HITTbOBUX
IJTACTUHOK PyK. Bituiiro. Xipypr: jsiBoGiuHMI Tax0-
BUll kpunropxism. Ilynkosa rpuxa.

3a pesysbraTraMu 0OCTEKEHD XJIOMYUKY BCTAHOB-
seno miarnos: ATIC, tum 1: iiykposuii giaber 1 tury,
TsKKa (hopMa, TJIKeMiuHWil KOHTPOJIb 3 BUCOKUM
pusukom. [liabermuna rocrpa 60JbOBa HEBPOIATs,
aprpomnaris. Jlinogucrpodii. TlepBunna nemocrat-
HiCTb HAJHUPKOBUX 3a7103. ABTOIMYHHUI THPEOiTUT,
cyOkuiniuamii rinotupeos. OHIXOMIKO3 HITTIB MaJib-
B pyk. Bitwmiro. JliBoGiuHMiT MaX0BUN KPHUIITOP-
xi3m. IlynmkoBa rpumxa.

Jlutui OyJ10 MPU3HAYEHO JIIKYBAHHSI, SIKE OXOTLIIO-
BaJIO IHTEHCUBHY 1HCYJIIHOTEpAITiio 3 BUKOPUCTAHHSIM
iHCYJIiHIB KOPOTKOI 1 TpuBasioi il (cymapHa j1060Ba
nosa incyniny ckiaana 37 O/l /noby, abo 1,32 OJI/kr/
100y ); TIAPOKOPTU30H 75 Mr/m00y BHYTPIITHHOBEHHO
3 HACTYITHUM TIOCTYTIOBUM 3HUKEHHSM JI03U i Tiepe-
XOJIOM Ha Ti[POKOPTHU30H y TabjeTkax y 703l 15 mr/

48

J00Yy; JTBOTHUPOKCHH 25 MKT/100y. XBOPOTO BUIIHCAHO
3 BiIIJIEHHS B 33/I0BITbHOMY CTaHi /71 TIPOIOBKEHHS
JIKYBaHHS aMOyJIaTOPHO.

Xgopa III., 6 pokis 11 mic (Moso/IIa cecTpa mari-
enta [.) Hamifinia 70 BiIJIEHHS €HJIOKPUHOJIOTII
HICJ «Oxmataur» 31 ckapramMu Ha GararopasoBe
GJIIOBAHHS, MJSIBICTb, COHJUBICTH, OLIb Yy KUBOTI,
BUIIAAIHHS BOJIOCCS Ha IOJIOBi, GpoBax.

I3 cimeiinoro anamHe3y BiIOMO, IO Y CTapIIOrO
Opara y Billi 4-X POKIB JIarHOCTOBAHO I[YKPOBHil JTia-
6et 1 tumy it oHixoMiko3. TIpo BUIAAKY iHITUX €H/I0-
KPUHHUX 3aXBOPIOBAHb Yy ciM’i He Bijomo. /liBunHKa 3
GaratoiTHOI ciM'i, HapoIWIacs CbOMOIO JUTHHOIO,
Mmaca Tia pu Hapomkersi 3800 1, 3pict — 52 cm. B
aHaMHe31 — BITpAHa Bicma, 4YacTi CTOMATUTH, 0
3aCTYIHUX 3aXBOPIOBaHb CXUJIBHOCTI He Mae. Pik
TOMY B IIBYUMHKU TIOYAJIU BUMAAATH GPOBH I BOTIOCCS
Ha TOJIOBI 3 TPOTPECYBAHHM /IO TOTAJIbHOI aJIoMellii.

O6’ckmueno: cTaH AUTUHY TSKKWIL TIPU CBIZIOMOC-
Ti, ajJle COHJWBA, JIENO 3arajbMOBaHA, BUMYIICHE
MOJIOKEHHS B JIDKKY 3 MATATHYTUMH JI0 KUBOTA
KOJIIHAMU BHACJIZIOK OOJII0 B KMBOTI, Hyg0Ta, 0J110-
BanH4. 3pict — 114 cm (-1,3 SD), maca tisa — 19 kr,
IMT — 14,6 xr/m? (BigmoBizae 15-ii meprienTHi).
KictkoBuii Bik — 6,6 poKy. SHUIKEHOTO Xap4YyBaHHS,
mKipa cyxa i Oumiga, BifcyTHicTH GpiB, BoJOCCS Ha
rosioBi M’sike i 3pi/pKeHe, KijibKa BOTHUIL OOJUCIHHS
miamerpoM 2 x 3 cM. CimsoBi 000JIOHKHU CyXi, SIBUK
obkanenwit 6innum vamrapysautasm. YCC 72 B 1 xB.
AT — 70/45 mm pr. ct. Temmeparypa Tima 35,8 °C.
Mesxi cepiisi B HOPMi, TOHU PUTMiuHi, 3By4Hi. JKuBiT
M SIKWH, TOCTYITHWH Majblarii, BiZipi3ku KAIIeYHUKA
6e3 ocobmBoCTel. BUutopokHeHHS 1 fiypes3 y HOpMi.
BusnauaeTbcsi OHIXOMIKO3 HIITbOBUX IJIACTHHOK
TIEePINUX TaIbIliB KUCTEN PYK.

Jlani obcmencenns. 3aranbHUIT aHAI3 KPOBI: reMo-
rio6in — 118 r/x, epurponutu — 4,46-10/'%/1, neii-
kot — 6,9-10 /9 /71, TpomboruTi — 280 /71, Jeiiko-
nmutapHa dopmyaa: eosunodpim — 1 %, mannduko-
spepHi — 4 %, cermeHTOsIIepHI — 43 %, iMoot —
42 %, mouorutu — 10 %, IIIOE — 26 mm/roa. [mio-
KO3a KPOBI TOTSTOM 00U KOJUBAETHCS B MEKaX
2,4—3,6 MMOJIb /11, 3araabHuii 6inox — 77 r/1 (HopMa
64—83), Ginipy6in sarambHuit — 6,4 MKMOJIB/JT (HOpMa
1o 18), AJIT 34 O/ /n (nopma o 39), ACT 22 O/l /n
(zopma 110 39), KpeatnHis — 35 MKMOJIB/JT (HOpMa 110
52), ceqoBuHa — 5,3 MMOJTB/JT (HOpMa 110 6), X0oJecTe-
puH 6,3 mMmonb/n (Hopma mo 4,99), JIIIBII]
1,04 mmous /i1, (Hopma no 1,68), JITTHIIL 3,98 mmous/n
(mopma no 2,6), tpurainepumu — 0,48 MMOsb/ 7
(mopma jio 2,3), xamiit — 6,2 mmosib/a (HopMa 3,5—
5,1), marpiit — 115,6 mmouas/n (Hopma 135—150),
xy10p — 85 Mouib /1t (Hopma 96—107), Kasbiit i0Hi30-
Banuii — 0,5 mmouab/n (nopma 0,9—1,2), xambiiit
garanpHuit — 1,62 mmomnn/n (nopma 2,2—2,7), doc-
bop — 4,03 mmoun /a1 (Hopma 1,0—1,6).

Topmonanvii docnidncenns: TTT — 0,88 M ME /M
(nopma 0,85—6,5), Binbuuit T4 — 1,55 ur/mn (opma
0,9—1,7), ATIIO — 7,65 MO/mna, (Hopma 10 34),
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naparropmon — wmentre 1,2 nr/min (Hopma 15—65),
KopTu30y KpoBi — 4,92 mkr/nn (nmopma 6,2—19,4).
3araJbHUI aHATI3 cedi B HOPMI.

EKI: put™m cuHycHUii, HOpMaJbHA eJEKTPUYHA
Bich cepiig. Y3/ OUII, nagHupKOBUX 32103, IIUTO-
moztibHOI 3am03u — y Mexkax BikoBoi Hopmu. DET/IC:
HejlocTaTHicTh Kapaii. Karapanbuuii pediriokc-e30-
(darit. OrusHyTa OKYJIiCTOM, HEBPOJOTOM — 0€3
nartoJiorii. JlepmaTosior: Borauiiesa anorneiis. JIOP:
KaHIUIO3HUN CTOMATUT.

3a pesysbraTaMy 0OCTEKEHDb IMAI[IEHTII BCTAHOB-
sieno piarno3: AITC 1 tury: KaHu0MiKO3 CJAU30BUX
000JIOHOK pOTA, MEPBUHHWN TiMOMAPATUPEO3, TIEp-
BUHHUI XPOHIYHWUI TTIOKOPTUIIM3M. 3aTPUMKA POCTY
enokpunHa. Jedinut macu Tina. linepaimigemis.

JluruHi OyJ10 IpU3HAYEHE JTIKYBaHHS, SIKE OXOILIIO-
BaJIO 3aMiCHY Teparmiio Ti[POKOPTU30HOM BHYTPIII-
HBOBEHHO 50 Mr/m0o0y 3 MOCTYMOBUM 3HUKEHHSIM
JI03M i1 IePexXo/[0M Ha TiZIpOKOPTU30H y TabjieTkax (Ha
MOMEHT BUINCKH 31 CTalllOHapy XBOpa OTpPUMYyBaja
Ha 100y 15 MT TiZpOKOPTU30HY), IpenapaTu Kajbiiio
(y mobosiii kimbrocTi Kasbitito — 1500 Mr) i BiTaminy
D (xonexanbiiugeposy 600 MO). ¥V 3ano0BinbHOMY
CTaHi BUMHCAHA T0I0MYy. PeKOMEeHI0BaHO TTPOBOIUTH
KOHTPOJIbHE JOCTIKEHHS 10HI30BaHOTO 1 3arajbHO-
ro Kajbliiio ta gocdopy B Kposi 1 pa3 na 2—3 wmic;
BIJIBHOTO KOPTH30J1y B 1000Biii ceui ta AKTT — 1 pas
Ha 3 Mic. TakoX, BPaxoBYIOUM BUCOKY HMOBIpHICTb
PO3BUTKY TilIOTUPEO3Y, CJIi/l BU3HAUATH PiBeHb y KPOBi

N2 12014

TTT, 8T4 — 1 pa3 na 6 Mic Ta rJikemii — Jjisi B4aCHOI
JHarHOCTUKY IyKPOBOro Jiabery.

BucHoBku

ABTOIMYHHWI TIOTiOpraHAnil cuHapoM 1 Ty —
11e TeHeTUYHO JleTepMiHOBaHe 3aXBOPIOBAHHS, IO Ma€
He JInIle ayTOCOMHO-PEIeCUBHUM, a W ayTOCOMHO-
JIOMiHAHTHUW THUI YCIIaJIKyBaHHSI 3 BUCOKHUM CTyIIe-
HEM PU3UKY WOr0 BUHUKHEHHS B POJINYIB IEPIIOTO
CTYTIeHs CIIOPi/THEHOCTI.

OcobmBicTh TIepebiry aBTOIMYHHOTO IMOJHOpPraH-
HOTO CUHApPOMY 1 THITY MOJISATa€ B MOCTYTIOBOMY PO3-
BUTKY CHMIITOMIB aBTOIMYHHOTO Ypa)Ke€HHsI Pi3HUX
OpraiB 3 MaHi(heCcTaIli€lo B PAHHBOMY JTUTSYOMY Billi.
IMepmyM BUSABOM Haifyacriiie crae rpubOKoBe ypa-
JKeHHS MIKipH, 11 J0AaTKIB Ta CIM30BUX 000JIOHOK, a B
HactymHi poku (4actimte 10 10 pokiB) BigOyBaeThCsS
MaHidecTallis ypaskeHHd iHIMUX eHIOKPUHHUX 3aJ03
a0 He eHJIOKPUHHUX aBTOIMYHHUX XBOPOO.

Y XBOpUX O/IHI€T POAMHYN aBTOIMYHHUM MTOJIOpPTraH-
HUl cuHApOoM 1 THITY MOJKe BiZIPI3HATUCD 5K 32 CKJIA-
JIOM TIATOJIOTii, TaK 1 YEProBiCTI0O BUHUKHEHHS ypa-
JKEHHS PI3HUX OPraHiB.

V pasi BUABJIEHHS Y XBOPOTO OY/1b-SIKOTO aBTOIMYH-
HOTO 3aXBOPIOBAHHS CJIi/T IIOPOKY TTPOBO/IUTH PeTesb-
He 00CTeKEHHS [IJIsT BUSIBJIEHHSI MOKJIUBOTO aBTOIMYH-
HOTO YpaskKeHHs IHITUX OPTaHiB i TKaHWH, MTepeI0BCIM
HaJHUPKOBOI HEJIOCTATHOCTI Ta TITOTapaTUPE03y.
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AyTOMMMYHHbDIH1 MOAMOPraHHblii CMHAPOM 1 Tuna y Aeteit (cemeriHas doopma)

H.A. MNMoraaaesa', H.b. 3eannckas?, T.H. berytoBa', O.A. Xopowuas'
' HaumoHaAbHas AeTckas crielMaAmMsmMpoBaHHas 6oabHMLA «OxmaTaeT», Kues
2 YKpPaMHCKMI Hay4HO-NMPaKTUUYECKMIA LIEHTP SHAOKPUHHOM XMPYPru, TPaHCMAAHTaLMK
SHAOKPUWHHbBIX OPraHoB M TkaHen M3 YkpauHbl, Kues

B crarpe npuBesen KamHUYeCKU ciaydail ayroumMmyHHOro nosuoprantoro cunjapoma (AIIC) 1 tuma B ogHoil cembe — y
6Gparta U CecTphl, ¢ PA3IMIHBIMU COCTABIIAIONIMU CHHAPOMA. DTOT caydail moarBepskaaet, uto AIIC 1 Tuma nMeeT 1 ayTOCOMHO-
peLleCCUBHDII, 1 ayTOCOMHO-ZIOMUHAHTHBIN TUII HACIEA0BAHUS C BBICOKOI CTENEHBIO PICKA €r0 BOSHUKHOBEHUS Y POJICTBEHHU-
KOB TIePBOH cTerneHn poacTsa. Y 60abHbIX oaHoil ceMbr AIIC 1 THITa MOJKET OTIIYATHCS KaK TI0 COCTABY MATOJIOTHH, TaK U 0Ue-
PEIHOCTH BO3HMKHOBEHUS TTOPAKEHUS] PA3JIMYHBIX OPraHOB, OJHAKO IMEPBBIM IIPOSIBJIEHMEM 3a4acTyio SIBJSIETCS] TPHOKOBOE
TOpasKeHIe KOXKI, ee TPUAATKOB U CAU3NCTHIX 060m0uek. OcobernocTsio Tederns AIIC 1 Tima sBisieTcst MocTenenHoe pa3Bi-
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THE CUMIITOMOB ayTOMMMYHHOTO IIOPAKeHUs Pa3MYHbIX OPraHoB ¢ Manudecralyeil B paHeM JeTCKOM BO3PacCTe, a B IOCJIEALY-
torie Tozipl (Wamie o0 10 ser) mpomcxoauT MaHM@ecTarysa MOpakeHWs APYTUX HIOKPUHHBIX sKeJe3 MM HedHAOKPHHHBIX
ayTOMMMYHHBIX GoJie3teil. B ciryuae BoisiBiieHust y GOJIBHOTO JI060T0 ayTOMMMYHHOTO 3a00JI€BaHUST CJIEYeT €KETO/HO TIPOBO-
JINTH TIHATETHHOE 0OCTEIOBAHNE TSI BBISIBJIEHIS BO3MOKHOTO Ay TOMMMYHHOTO TOPKEHHST IPYTHX OPTaHOB M TKAHEH, B IEPBYIO
ouepe/b HA/IIIOYEYHUKOBON HEJJOCTATOUHOCTH U TUIIOIIAPaTUPEO3a.

Kimouesbie croBa: ayTOMMMYHHbIH TOJMOPTAHHBIN CHHAPOM 1 THTA, IETH, THITONAPATHPEO3, CAXaPHBIH [rabeT, THIIOTHPEO3,
[IepBUYHAS HA/[IIOYEUHUKOBAS HEAOCTATOUHOCTD.

Autoimmune multiorgan syndrome type 1 in children (familial form)

N.L. Pogadayeva', N.B. Zielinska?, T.M. Begutova', O.O. Horoshaya'
" National Children’s Specialized Hospital «Okhmatdyt», Kyiv
2 Ukrainian Scientific and Practical Center of Endocrine Surgery, Transplantation of Endocrine
Organs and Tissues, Ministry of Healthcare of Ukraine, Kyiv

The article presents a clinical case of autoimmune multiorgan syndrome(AMS) type 1 in one family — in a brother and sister,
with differences in a syndrome components. This case confirms that the AMS type 1 has an autosomal recessive and autosomal
dominant inheritance with a high risk of its occurrence in a first-degree relatives. Patients of the same family with an AMS type
1 can differ both — in a composition of the pathology and the sequence of occurence of various organs damage, but the first sign
is often becomes a fungal skin, its appendages and mucous membranes. The peculiarity of the current AMS type 1 is the gradual
development of symptoms of autoimmune lesions of various organs with a manifestation in early childhood. In subsequent years
(usually under the age of 10 years) occurs the manifestation of other endocrine glands damage or not endocrine autoimmune
diseases. In case of detection in a patient of any autoimmune disease should hold annual thorough examination to identify the
possible autoimmune involvement of other organs and tissues especially adrenal insufficiency and hypoparathyroidism.

Key words: autoimmune multiorgan syndrome type 1, children, hypoparathyroidism, diabetes mellitus, hypothyroidism,
primary adrenal insufficiency.
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