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AYTOUMMYHHbIU NONUINMAHAOYNAPHbIU CUHOPOM 1 TUMA: KOMMJTAEHTHOCTb NMALUMEHTA KAK MPEOUKTOP BNTATOMNMPUATHOIO
TEHEHUA SABOJIEBAHUA. OTTMCAHUE KITMHUYECKOI'O CITYHA#A

BBEOEHWUE. AytouMmMmyHHBIN nonurnaHaynsapHein cuHgpom 1 tuna (AlC-1) - pegkoe 3aborneBaHue
C ayTOCOMHO-pPeLUEeCCUBHbIM TUMOM HacneagoBaHusd, OOYCnoOBMEHHOE BapuaHTaMW B TEHEe
ayToMMMyHHOro perynsatopHoro goaktopa (AIRE), nokanuaytouwierocs Ha xpomocome 21922.3. AllC
1 XapaktepusyeTca Hanniynem Tpuagbl CUMMNTOMOB. XPOHUYECKMUM KOXHO-CIU3UCTbIM KaHOWO030M
(XKCK), nepBMYHbIM runonapatmpeosoMm u XPOHUYECKOM HaOANOYe4YHMKOBOM HEeOOCTAaTOYHOCTbIO
(XHH), a T1akke nonnuMop@HOCTbIO APpYrnuxX KIMUHUYECKUX MPOABMEHUW, YTO 3aTpyAHSAET
BepUdPUKaLno guarHosa, CBOEBPEMEHHOE Havano 3aMeCTUTENbHOU Tepanun N MOBbLILWLAET PUCK
PA3BUTUS OCITIOKHEHUN, YrPOXKaIOLLUX XKN3HMN NaLUEHTA.

PE3YJIbTATbI. (onucaHue KnnMHMU4YeckKkoro crniy4yasl) neso4ka ot 3-u bepeMeHHOCTU, NpoTeKaBLUEN
Ha OOHE XPOHWUYECKON HUKOTUMHOBOW WHTOKCUKALUUW, reprnetnvyeckon WUHAEKLMKU, ypeansnasmoasa,
OTArOLEHHOro MHTPaHaTanbHOro aHamHesa (0bBUTUE NynoBUMHOW BOKPYr Lien). Bec pebeHka npwu
poxgeHun 2800 r, gnnHa 48 cm. B Bo3pacTe 9 net BnepBble MPUCTYN TOHUKO-KIMOHUYECKUX Cyaopor,
nokasaTenun JafiekKTpo3HuedanorpaMmmel B HOpMe, OAHAKO 3aperncrtpupoBaH HU3KUUA YPOBEHbL
noHnsnposaHHoro Ca 0,65 wmmonb/n, nosbilleHne ypoBHA P 3,28 wmMmonb/n, 3anogo3peH
runonapaTtunpeos. [lpy obcnegoBaHn B 3HOOKPUHOMONMYECKOM OTAENEHUMN TrunonapaTupeos
noaTBePXAeH, ANarHoOCTUPOBaAH ayTOMMMYHHbIM TUpeonaut ¢ runotupeosom (TTI 9,2 mKkME/mn,
T4ce 12,5 nmone/n; ATKTIIO 350 ME/epn), a B Bo3pacTte 10 net XHH n XKCK. B cBa3n ¢ Hann4dnem
HECKOMbKMUX ayTOMMMYHHbIX 3abonesaHun B codeTaHnn XKCK npoBedgeHO MOMNEKYNAPHO-
reHeTn4Yeckoe nccriegoBaHne, obHapyXeHbl KoMmnayHaHble reTepo3nroTHble BapuaHTbl B reHe AIRE:
P.R257X (c.769C>T) mn ¢.967 969dell3 (p.L323Sfs51*). B 14 net BbigBNEHO HapyLleHue
TONEPAHTHOCTU K T[NOKo3e (Mnocrie Harpyskm yrneBoAHbIM 3aBTPakOM, YPOBEHb [MHOKO3bI
KanunnapHou KpoBu Yyepes 2 Yyaca — 8,1 MMmornb/n), ypoBeHb MMUKMPOBAHHOIo remornobunHa — 6,4 %.
[TaumeHTKa cobntogaeT AMETY, KOHTPOSb MMUKEMUN NPOBOAUTCS C UCMNoSib3oBaHUEM cuctembl flash-
MOHUTOpPUpOBaHUA. [lony4yaeT 3aMecTUTENbHYIO Tepanuio npenapataMmy  NIEBOTUPOKCUHA,
MWUHepanokopTukongaMmm wu [NOKOKOPTUKOMAAMN. XOPOLIO KOMMNEHCUPOBAHA, KOMMIAEHTHOCTb
BbICOKa4.

SAKNNKOYEHUE. PaHHaa pguarHoctnka AlNC 1 Tmna, nonHaa Bepudukaumss aguarHosa cC
MCMNosib30BaHNEM MOJIEKYNSPHO-FrEHETUYECKOrO UCCNeaoBaHNA, a Takke KOMMNIAaeHTHOCTb NauueHTa
No3BoNseT n3bexaTb TAXKENbIX OCMOXHEHNN, YIPOXKatoLLMX XKN3HWN NaLneHTa.
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MATEPUAIIbl U METOAbIl. [eBoyke 15 net ¢ paHee agmarHoctupoBaHHbIM AllC-1 npoBeneHo
KOMMNMNEKCHOe obcneagoBaHne, BKMOYalolWee MOJEKYNAPHO-reHeTu4eckmn aHanma. [lepuon
HabnOeHUsa 3a NnaumeHTKon 7 ner.

CyToyHOEe MOHUTOpUpPOBaAHME HA MOMEHT nocrnieaHen rocnutanmsaunmn B KnuHuke CI16lriMYy:

Ha cpoHe 3amecTUTEeNIbHOU rOpMoOHaribHON Tepanuu:

[Toka3zaTenun 6MoOXMMUYeCKOro aHarnm3a KpoBM:

Ca*t-1,1 mmonb/n; P — 1,4 mmonb/n; K+ - 4.45 mmonb/n; Nat - 140 mmonbe/n; Cl- - 105 mmonb/n
Pe3ynbTaTbl rOpMOHaNbHOro uccriegoBaHus

TTI 2,59 mckME/Mn; T4ce 10,3 nMonb/n;

AKTI 4,60 mckME/mMmn; kopTnson 677,5 Hmonw/n API1 6,8 nr/mn



