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1 KOMEHTApIB YM iHLLIOro 3BOPOTHOIO 3B'A3KY 3aMOBHITb popMy:
$dopMa 3BOPOTHOrO 3B'A3KY LOAO L€l Bepcii HacTaHOBM

Bepcis uboro AoOKyMeHTY ANa APYKY: http://guidelines.moz.gov.ua/documents/
2918?id=ebm00532&format=pdf

HacTtaHoBM Ha 3acafiax [0Ka30BOoi MeAULIMHMN.
CtBopeHi DUODECIM Medical Publications, Ltd.

HactaHoBa 00532. ANEKE/]
(QyTOiMYHHA nonieHAOKPUHONATIA —
KaHAMO03 — eKToAepMaJibHA

ancTpodina)

Jarmo Jaaskeldinen

2017-08-09

OCHOBHI NOJ1I0XXEeHHSA

 [Mino3proBaTh 3aXBOPOBAHHA HEOOXiAHO Y BCiX AiTen Ta MOJI0ANX
[OPOC/INX 3 0AHMM 360 AeKiNnbKoMa 3 HAaCTYMNMHMX CUMMNTOMIB YN CTaHIB,
LLLO HEe MOXYTb BYTN NOACHEHI iIHLLINM YUHOM:
o KaHAuA03 POTOBOI NOPOXHMHMU, LLLO NepCUCTYE abo YacTo
peunanBye (306paxkeHHA [FoEP " IAPECED: Oral candidiasis...]);
TAKOXX MOXe CMoCTepiraTnca B CTPABOXOAI, Ha LLKIipi N HIrTax
= Y nerkux BUNaJKax MoXyTb COCTepiraTnca numiue
TPILLMHKM KYTKKIB poTa (306pakeHHA
[355paxerta| APECED: Angular cheiliti...] )

° rinonapatmpeoigmsm
o xBopoba AgaicoHa
o anonewuin

o XPOHIYHMM KEPATOKOH'FOHKTUBIT (CUMNTOMMW: NOYEPBOHIHHA OYel
Ta YYTAUBICTb A0 CBITNA)

° QYTOIMYHHWM renaTuUTy Aiten

o epuTeMma 3 BiguyTTam “npunaneie” Ta IMXOMAHKOLO i BiACYTHICTIO
03HaK iHpeKu;i
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° XPOHIYHA Aiapes YM BMPAXKEHMW 3aKpen

o rinonnasia 3ybHoi eMani nocTinHux 3y6iB (306pa>keHHA
[3ospa*er#i| Dental enamel hypoplasia...] )

o anMcTpodia HirTiB 3 yTBOPEHHAM AMOK (306pa>keHHs
[3oSpaxennn| APECED: Pitted nail dyst...])

Eninemionoria

* B cBiTi 6yNn10 AiarHoctoBaHo 6/113bko 400 BUNAAKiB.

e YcnaaKyBaHHA ayTOCOMHO-peLiecMBHe: MyTaL,ia B 060x reHax AIRE
(xpoMocoma 21q22.3)

* Moxe cnocTepiraTnca y BCix rpynax HacesieHHs; HanbinbL 4acTo
3aXBOPIOBAHHSA BM3HA4anocb y ¢iHiB, CApAMHLIB Ta ipaHLLiB EBPENCbKOro
NMOXOAKEHHS

* MyrTauis B reHax A/IRE B LeHTPaNbHUX AinaHKax (AKi koayoTb
aMiHOKNCIOTK B AiNnsiHKax p.299-340 Ta p.228) MoxXe Npu3BecTn A0
AYTOIMYHHOIO 3aXBOPIOBAHHA 3 aQyTOCOMHO-A0OMIHAHTHUM TUMOM
YCNAAKYBaHHSA.

KniHiYHa KapTuHa

e KniHiYHa KapTuHa Ta nepebir 3aXBOpPHOBaHHA MOXYTb 3HAYHO BapitoBaTH.
HanyacTiwe nepuwi CMMANTOMM L& CyXiCTb KYTUKIiB pOTa, 4acTo 3
KOJIOHi3aLi€0 KaHANAOK CNM30BNX 060JIOHOK POTOBOI MOPOXXHUHY,
CMMMTOMM TFiNoKanbLieMii (He3rpabHicTb, Ieb NOMITHA TeTaHifA, CyI0MH,
4acTo B NOEAHAHHI 3 $ebpnNbHOIO iHDEKLLIE) UM CAbKICTb,
3aNaMoOpOYEHHS Ta BTpaTa Baru.

e OpHak, 3aMiCTb KaHAMA03Y, FinonapaTMpeoian3mMy Ta Xsopobu
ApnicoHa, nepuli KNiHiYHI NposBM MOXYTb 6yTH ByAb-SKMM iHWIKUM
KOMMOHEHTOM 3aXBOPIOBAHHA (ANBUCL Tabnuuto [@6a.|T1]), Hanpuknag
KepPaTOKOH'HOHKTMBIT, epUTEMaA 3 Big4yTTAM “NpunaneiB” i TMXOMaHKO
YW Ay TOIMYHHWNM renaTuT.

* [Mepwi npoABK 333BMYaN 3'ABNAOTLCA Y Billi A0 15 pokiB, ane B AeAKnX
BMNagKax — B AOPOCSIOMY Biui. HOBi NpoABM MOXYTb 3'ABNATUCA Ta
NporpecyBaTh NMPOTArOM BCbOro XUTTA.

MowmwupeHicTb (%) koMmnoHeHTiB AMNEKE/, B BiLi 10 Ta 40 pokiB npu
cnoctepeXeHHi 3a 91 nauieHToM B QiHNARAIT

KOMMOHeHT B 10 pokis | B 40 pokiB

KaHanAao3 cM30B0T pOTOBOT MOPOXHMHM Ta/un LWKipn 83 100
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KoMnoHeHT B 10 pokis | B 40 pokiB
LLloHarMeHLLe 04Ha eHAOKPMHONATIA 74 100
FNnonapaTtupeoignam 65 87
XBopoba AagicoHa 40 81
LlykpoBui giabet 3 23
FnoTnpeoignsm 1 21
ATpodif AeYHMKIB - 69
Yonosiumm rinoroHagnsm - 28
KepaToKOH'tOHKTUBIT 18 22
MepHiuio3Ha aHeMis 3 28
lenaTuT, aKkTUBHWUI YN HEAKTUBHUN 12 18
XpoHiyHa aiapesn 13 22
Bupa)keHuni 3akpen 10 26
BiacyTHiCTb cenesiHkm 9 >19
TybynoiHTepcTULianbHU HebpUT 2 >7
Eputema 3 BiguyTTAM “npmnameiB” Ta IMXOMAHKOK B aHaMHe3i 12 14
XopioignT o4el B aHaMHe3i 22 >8
Anoneuis (BTpaTa Bonocca) 16 39
Bitnniro 9 31

[laToreHes

* 3aBiacyTHOCTI dyHKUiOHYOYoro reHa AIRE He BigbyBa€ETbCA HOPMAJ/IbHOI
eniMiHaujii ayTopeakTuBHMX T-NiMpoLUMTIB B TUMYCI, LLIO NPU3BOANTL [0
CXWIbHOCTI 10 ayTOIMYHHOIO pYMHYBaHHA psAAy OPraHiB. Y 3B'A3Ky 3 UMM
OPraHi3m He 34aTHUN A0 eNliMiHaLil NOBEepXHEeBOro KaHANA03y.

BaxxnuBi Aocnia>XeHHA

» Mawe BCi NaLiEHTM MatOTb B N13a3Mi ayTOAHTUTINIA [0 iHTepdpepoHy
anbda, YacTo HABITb A0 NepLIMX KNiHIYHUX NPOABIB 3aXBOPOBaHHSA. Lle
nepBuHHe NlabopaTopHe A0CNiAXKEHHS, iKe NOBUHHE BYyTH BUKOHAHe
npu nigo3pi Ha AMEKEA. YyTamsicTb Ta cneumdivyHicTb MeToay HaBiTb
BULLE, HiIXX Yy gocnigxeHHsa AHK.

* lMopanblue BU3HAYEHHA AYyTOAHTMUTINI MOXE BUABAATN Nporpecytoye
PYNHYBAHHA HAAHWPHUKIB, AEYHWMKIB, NAPIETANIbHUX KJITUH LWWIYHKA.
OT>Xe, BOHO MOXe 6YyTn KOPUCHMM A1 NOAAJIbLLIOIO CNOCTEPEXEHHS 33
NaLi€EHTOM. Y NALLIEHTIB YaCcTO BMABIAKOTLCA QHTUTING, WO aCOLiMOBaHi 3
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LYKPOBUM fiiabeToM 1-ro TUny 4n ayToiMyHHMM TUPEOIAMNTOM, ane ixX
NMPOrHOCTUYHE 3HAYEHHSA OCUTb HEBUCOKE, TOOTO iX HAABHICTb
CNOCTEePIraeTbCa YacTille, HiXK BNIacHe AiabeT un rinoTMpeoigmsm.

JliKkyBaHHA Ta CNOCTEpPEXEHHSA

* EHAOKPMHONOT (AKLWO MOXJ/INBO, J1iKap, AKUIN cneLiani3yeTbca Ha
ANTAYIN €HOOKPUMHOJIOTIT) NOBMHEH KOHCY/IbTYBATW BUMNAAKW, O
BMKJINKAOTb Nifo3py Ha AMNEKE/, Ta BiH/BOHAa Ma€ BiANoBiAaTh 3a
noAanblue CNocTepe>KeHHA 33 nauieHToM. CnocTepekeHHA Ta JlikyBaHHA
3MiNCHIOITLCA daxiBUAMM pPi3HUX npodinis.

* PerynapHi nabopaTopHi AoCNiAXXeHHA NOBUHHI NpoOBOANTUCA A8
MOHITOPUHIY MOXJINBOTO PO3BUTKY HOBMX KOMIMOHEHTIB 3aXBOPIOBAHHSA.
B npvHUMNi, KO>)KEH KOMMNOHEHT 3aXBOPHOBAHHSA NOBMHEH NiKYyBaTMUCA AK
oKpeme 3axBoptoBaHHA. OaHAK eHAOKPMHHI KOMMNOHEHTH Ta iX
NiKyBaHHSA, TUM He MEHLU, BNJINBAOTb OAWH Ha OAHOrO.
3arasibHOBIAOMOI0 IMYHOIOMYHOIO NiKYyBAHHA HApa3i He iCHYE.

* HeobxiaHO edpeKTUBHO KOHTPOOBATM KaHAMA03 C/IN30BOi 060/TI0HKMN
pOTa Ta CTPABOXOAY, OCKI/IbKM Lji CTAHW € KaHLeporeHHnmMmu. bioncis
BNUPA3KM pOTOBOI MOPOXXHWMHN, LLLO HE 3arotETLCA MPOTATOM TUXHS, €
BUMPAaBAAHOIO.

TArap 3axXxBOpPOBAHHA

* TArap BapitO€ B 3a/1€XXKHOCTI BiA KNiHIYHNUX NPOABIB. 3ara/ibHMK TArap ANs
BCiX MAaLEHTIB - L& YCBiAOMJIEHHA TOrO, LLIO B OY/1b-AKMIN YaC Y HUX MOXE
BUHUKHYTW HOBMW NMPOSIB 3aXBOPIOBAHHSA, AKMN MOXKE 3arpoXKyBaTH ix
XNUTTIO (KapUMHOMa C1M30BOT 060JI0HKM, renaTuT TOLLO).

* EHAOKPMHOJOriIYHI NopyLleHHs, 0cobIMBO rinonapaTtMpeoiansm,
xBopoba AajicoHa, uykpoBui aiabeT, Tak caMo, AK i 3ananbHi
33aXBOPHOBAHHA KMLLKiIBHMKA, 0CO6IMBO B TUX BMMAaAKAX KON
LLLOHAWMEHLLEe ABA 3 HUX BUHMKAKOTb Y OAHOI0 M TOro CAMOro NaLi€HT],
[0[1aTKOBO [0 LLIOJEHHOIO NPUMOMY NpenapaTiB NoTpebyoTb
peTesIbHOro CNOCTEPEXEHHSA | MOXYTb 06MeXNTN GYHKLiOHA bHI
MOXXJIMBOCTI NALLiEHTA.

» KocMeTunyHi npobaemun (anoneduis, BiTUAiro, naTosioria potoBoi
NMOPOXHUHM Ta 3y6iB) MOXYTb BYTWN NCUXOIOTIYHO BUCHAXK/IMBUMMWN.
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* OyikyBaHa TPUBANICTb XMUTTA HE BUXOANTb 32 MeXi HOpMK ANA
6iNbLIOCTI NALLIEHTIB, AKLLO AKICTb CNOCTEPEXKEHHSA Ta JIiKYBaHHA €
BMCOKOHO Ta NALLIEHT PAa30oM i3 CiM'€l0 HaBUMAKCA BYTH BiANOBIAAIbHUMM
3a Hei. Lle Moxe 6yTn npob6s1emMaTtnyHo, 0cob61mBo y NianiTKiB.

[NoB'A3aHi pecypcu

» JliTepaTypa [55:*"|APECED (autoimmune polye...]

N>xepena iHpopmallii

Perheentupa J. Autoimmune polyendocrinopathy-candidiasis-ectodermal dystrophy. J Clin
Endocrinol Metab 2006;91(8):2843-50. [Pubnedid|16684821]

Oftedal BE, Hellesen A, Erichsen MM et al. Dominant Mutations in the Autoimmune
Regulator AIRE Are Associated with Common Organ-Specific Autoimmune Diseases. Immunity
2015;42(6):1185-96. [pubnedin|26084028]

Ferre EM, Rose SR, Rosenzweig SD et al. Redefined clinical features and diagnostic criteria in
autoimmune polyendocrinopathy-candidiasis-ectodermal dystrophy. JCI Insight 2016;1(13):.
[Pubned1n|27588307]
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306paxeHHs

* 3o6paxennsa 00925. APECED: Oral candidiasis and leukoplakia.

ABTOpM Ta BNaCHNKM aBTOPCbKKX npaB: Jaakko Perheentupa
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* 3o6paxenna 00926. APECED: Angular cheilitis due to candida.

ABTOPM Ta BJIACHMKM aBTOPCbKnx npas: Jaakko Perheentupa
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* 3o6paxennsa 00927. Dental enamel hypoplasia in APECED.

© J Perheentupa

ABTOpPW Ta BNACHNKM aBTOPCbKKX npaB: Jaakko Perheentupa Duodecim

Medical Publications Ltd
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* 3o6paxeHHsa 00928. APECED: Pitted nail dystrophy.

ABTOpPM Ta BNACHNKN aBTOPCbKKMX npaB: Jaakko Perheentupa

ABTOpPCbKi NpaBa Ha opuriHanbHi TeKCTn HanexaTtb Duodecim Medical Publications, Ltd.
ABTOpPCbKi MpaBa Ha A0AaHIi KOMEHTapi ekcnepTiB HanexaTb MO3 YKpaiHu.
Published by arrangement with Duodecim Medical Publications Ltd., an imprint of Duodecim Medical
Publications Ltd., Kaivokatu 10A, 00100 Helsinki, Finland.

Inertndikatop: ebm00532 K4 coprysanna: 024.063 Tun: EBM Guidelines

JlaTa OHOBJIEHHSA aHIIOMOBHOTO opuriHany: 2017-08-09

AsTop(n): Jarmo Jaaskeldinen PepakTop(n): Jaakko Perheentupa Buzasels: Duodecim Medical Publications Ltd
BnacHnk asTopcskux npas: Duodecim Medical Publications Ltd

HasirauiiHi kateropii
EBM Guidelines Genetics Paediatrics Dermatology Endocrinology

Knto4yoBi cnoBa iHAeKCy
mesh: punctuate nail dystrophy mesh: Hypocalcemia mesh: Addison Disease mesh: APECED

mesh: Dental Enamel Hypoplasia mesh: Candidiasis mesh: Alopecia mesh: Hypoparathyroidism
mesh: chronic keratoconjunctivitis mesh: Genetic Diseases, Inborn mesh: angle of the mouth fissuring mesh: Candidiasis, Oral
speciality: Dermatology speciality: Endocrinology speciality: Genetics speciality: Paediatrics icpc-2:T99
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