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Cunpgpom AHaepceHa-TaBuna — pefkoe ayTOCOMHO-JOMUHaHTHOe 3aboneBaHuie, Npu KOTOPOM Pa3BrBaloTCA HapyLUeHVe cepaey-
HOro pUTMa, NePUOJNYECKNIN Mapanuy, MMLEBbIE N CKeNeTHble An3mMopdun. BaprabenbHOCTb KNMHUYECKUX NPOABIEHNIA YCIOX-
HAET NMOCTaHOBKY BEPHOIO iMarHo3a. B cTatbe onncbiBaeTca KNMHUYECKWI CllyYail 1 aHaSIM3MPYIOTCA 0COOEHHOCTM TeyeHUs 3a6o-
neBaHWA y NaLMeHTa, NPaBuibHbIA AMarHo3 KOTOPOMY MOCTaB/eH 6narofapa pesynbTataM CeKBEHNPOBaHWA.
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Difficulties in clinical diagnosis the atypical form of Andersen-Tawil syndrome
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Andersen-Tawil syndrome is a rare autosomal dominant disease characterized by periodic paralysis, cardiac dysrhythmias, distinct
facial and skeletal characteristics, that may be variably present in the affected members. In the article there is a clinical case with
atypical presentations. The correct diagnosis has been done due to results of DNA sequencing.
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nHapoM AHnepceHa-Tasuna (CAT) wm cuazpom

ymmmHeHHoro QT 7 tuiia — 310 peakoe 3aboJeBa-

HUe, CBI3aHHOe ¢ MyTanueil B rene KCNJ2, xonu-
pyIoIIeM O-CyOBbeTMHHUIIBI KaJTMEBBIX KaHAIOB. JlaHHBIM
cuHapoM coctanisieT 10% Bcex city4yaeB MapoOKCU3MaIbHbIX
MUOIUIETUI U BcTpedaeTcd ¢ vyactoToir 1:500000 — 1:
1000000. 3aboneBaHMe HACTEAYETCS IO AayTOCOMHO-IOMU-
HaHTHOMY TUITy, B 30% omnucanbl MyTauuu de novo. K xiac-
CHYECKUM IIPOSIBIICHUSIM OTHOCSIT TPHAILy CUMITTOMOB: TTe-
pUOIMYECKHE TTapaIMIy, HapyIIeHUSI CepIeUYHOTO prUTMa
(ymmmuaenue nATepBajia QT, XKeayIToYKOBEIE 3KCTPACHCTO-

JIBI, TAPOKCU3MBI TTOJIMMOP(HOI JKeTyI0UYKOBOM TaXuKap-
K1) 1 Au3pa3duueckuit ctaTtyc (HU3KUI poCT, MUKpPOLIE-
(hanmuist, TUIIEPTEIOPU3M, IIMMPOKHIT HOC, «TPEYTOJILHOE» JIH -
110, HM3KO TTOCaKEHHBIC YIIIH, CKOIIEHHBII TTOI00POIOK C
TUTIOILIA3He HIDKHE YeITIOCTH, OpaXWIaKTIIINSI, KITMHO-
MAKTHWINSI, CHHIAKTAINS U T.0.). B aTUIIMYHBIX cTydasx
nMeeTcss KomMomHams 2 13 3 mpu3HaKoB. OTMCaHBI CeMbU
TOJILKO € KaparaJbHBIMUA CUMIITOMaMU U AU3paruiyecKum
CTaTyCOM, WJIM TOJIBKO C TIEPHOAMYCCKIM TTapaamaoMm. Jup-
3ahruecKre YepThl ObIBAIOT HE3HAYMTEIEHO BEIPAsKECHBI 1
M MOTYT He TIpeaBaTh Cepbe3HOro 3HaUeHMS. TaksKe 1pu
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JAaHHOM CHHAPOME OIMMCaHbl OYaroBble NU3MEHEHUs B Oe-
JIOM BellIeCTBE FOJIOBHOTO MO3Tra, MUOIIaTOMOJOOHbBIN CUH-
JPOM C TTPOKCUMAJIbHBIM T€TPanape3oM U NeMUIUT KOTHU -
TUBHBIX DyHKLMI [1,2,3]. BeIpa)keHHOCTh KIMHUYECKUX
MPOSIBIICHUI, X BapuabebHOCTb JaXe B Ipeesiax OMHOM
CEMbU 00YCJIaBIMBAIOT CJI0KHOCTh B TIOCTAHOBKE BEPHOTO
JIarHo3a, 0COOEHHO B OTCYTCTBUE CEMEIMHOTO aHaMHe3a.

Iean: onmucarh ocobeHHoctu TeueHus: CAT u nipoa-
HaJIN3UPOBATh TPYAHOCTU, BO3HUKIIKE ITPU TTOCTAHOB-
Ke T1arHosa.

OnucaHwue aiy4vyan

BonbHOIT M. OT 5 GepeMeHHOCTU, MPOTeKaBIlIe
C TeCTO30M, POJIbI B CpOKE 36 Heleslb, CAMOCTOSITEIbHBIE.
ITpu poxnenuu Bec 3000r, niuHa — 54cMm. PanHee ncu-
XOMOTOpHOE pa3BUTUE ¢ 3amepxkoii. Habmonancs y He-
BpoJiora ¢ nuarHo3om I1BI1. Ha MPT rosoBHoro mo3sra:
aHoManus ApHonbaa-Kuapu [, nepuBeHTpUKYISIpHbIE
TJIMO3HbIE U3MEHEHUST B TEMEHHO-3aThIJIOUHBIX 001aCTSIX
(pe3uayanbHble u3MeHeHus1), Ha MPT 1ieiiHoro u rpya-
HOTO OT/IEJIOB MTO3BOHOYHMKA: CUPUHTOMUEIHS.

ITpucTynbl MBIIIIEYHON €1a0OCTU C 5 JIeT ¢ YacTo-
TOi 2-3 pa3a B rof, IJWJIUCh MaKCUMyM 3 aHs. B 12 ner
Ha (hoHe MPUCTYIa MBIILIEYHOM CJIA00CTH B3SIT aHAJIU3 KPO-
BM — ypoBeHb Kanus 3,0 MM/n. Hanpasien B Meauko-re-
HETUYECKYIO KOHCYJIbTALIUIO, T/I€ YCTAHOBJIEH TUarHO3: eU-
nokaauemu4eckuti nepuodueckuii napaiuy. PekomeHnosa-
Ha JIHK-nuarnocruka. HazHaueH npuem Kanus XJiopuaa
B 03¢ 1T 3 pa3a B neHb. [TOBTOpHBII TPUCTYII B BUE Cla-
00CTU B HOTax B TeueHue | cyToK pa3Buiics ciycts 1,5 ro-
Jla mpyueMa KaJlisl XJiopuaa. ¥YBeaudyeHa 103a Kajius XJIo-
puna o 2r 3 pasa B i€Hb. DMU30/Ibl MbIILIEYHOU c1a00CTU
MPOIOJIKAIOTCS C YACTOTOM pa3 B HECKOJBKO MECSIIEB, He-
KOTOpbI€ pa3BUBAIOTCS Ha (h)OHE HOPMAJIbHBIX 3HAYECHU I
Kanus. C 14 jeT nosiBaseTCs] HUXKHUNA BSJIBIA MTPOKCU-
MaJIbHBIN Mapanapes. 3a BpeMsl HaOII0AeHUs y TTallueHTa
He BBISIBJISLIOCH maTosioruu Ha DKI', He ObL10 0OMOPOKOB.

HacnenctBenHsbiii anamHes. [Ipo6aem ¢ cepauem,
BHE3AIHBIX MPUCTYIIOB MBIIIIEYHON CJTa00CTH HU Y KOTO
U3 OJIU3KUX POICTBEHHUKOB HE ObLIO.

OO6BEKTUBHBII ocMOTp: 15 neT, poct 167 cM, Bec 70 K.
OKpPYXHOCTb TOI0BBI 56 cM, rpyau 90 cm. Husko moca-
>KeHHBbIEe yIIHbIe pakoBUHBI. Ckonuno3s. [lnockocromnue.
B HeBposiornueckom cratyce odpaijaloT Ha cebsi BHUMa-
HUEe KOTHUTUBHBIN NeUIINT U BSIBII MPOKCUMAaJIbHBII
TeTpanapes 10 40. B pyKax u 3,56. B Horax ¢ apediiekcueil.

Jns UCKITIOYEHMST TUTTOKATMEeMUYECKOTO MepUuoan-
YecKOoro rnapajavya NpoBeleH MOUCK MyTalluii B 9K30-
Hax 12, 18 u 19 rena SCN4A, He BBISIBUBLIWI UBMEHEHMIA.
Cembe JHK-ananu3 nmanenn reHoB «HacyiencTBeHHBIS
napajvuyyd 1 MUOTOHUUW», BKItovatolieid reusl CLCN 1,

SCN4A, HINTI, CACNAILS, HSPG2, LIFR, ATP2A1,
KCNJ2metonoM NGS, BbIsIBIIEH MaTOr€HHbINM BApUaHT HY-
KJIEOTUIHOM MOCIe0BaTeIbHOCTU B 3K30He 2 reHa KCNJ2
(Chr17:68171379C>T) B reTepO3UTrOTHOM COCTOSIHUM,
MPUBOISIIINIA K 3aMEHE aMUHOKHCIIOTHI B 67 TTOJIOXEHUN
oenka (p.Arg67Trp, NM_000891.2).

C yyeToM pe3yJbTaTOB MOJIEKYISIPHO-TEHETUYECKO-
TO MCCJIeOBaHus, TAIIMEHT HampaBiieH Ha XoaTep-OKI,
BBISIBUBIIIEE HAPYIIEHWS] PUTMa B BUJIe OMMHOYHBIX (BCe-
ro 239) u mapHbIX (BCEro 2) xeJyIOouKOBbIX 3KCTpach-
CTOJI (3MU30/bl OUTEMEHUN), YIVIMHEHE KOPPUTUPOBaH-
Horo uHTepBajia QT cBbiiie 480 Mc B TedyeHUEe 35 MUHYT
(4% BpemeHn).

ITo coBOKYMHOCTU MPU3HAKOB MOCTAaBAEH TUArHO3:
CUHAPOM AHJepceHa-TaBwia, aTunu4Has (popma ¢ nepu-
OIMYECKUM IMapaiiuyoM, BSTBIM NMPOKCUMaTbHBIM TETpa-
Mape3oM, XKeJyI0YKOBBIMU SKCTPACUCTONAMU, YITTUHEHU-
eM nHTepBana QT. I[MauueHT HampaBJieH AJIs1 HAOIIOAEHUS
KapauoJora, rae eMy ObUT Ha3HaueH MpUeM alleTa3ojJaMu-
Jla, KOTOPBIi yIydlllaeT TeueHue 3adoneBaHusi. PekomeH-
JIOBaH TIOMCK BBISIBICHHOW MYTaIly POAMTEISIM TTallieH -
Ta J1s MOATBEPXKIEHUS cTaTyca MyTalluu de novo.

06cyxaeHne 1 BbiBOAbI

JlnarHocTuyeckasi CJIoXKHOCTb OITMCAHHOTO ClyJasl 3a-
KJII0Yajiach B OTCYTCTBUE CEMEMHOro aHaMHe3a 1 SIBHOM
HaJIMYUU y 60JbHOTO OJHOIO CUMIITOMA U3 KJIACCUYECKOM
TpUAIbl: TEPUOANYECKOTO TMITOKATUEMUUECKOTO Mapain-
ya. ApUTMUYECKUI CUHAPOM He MPOSIBISLI ce0sl HU KU~
HUYECKU, HU T0 pe3yapTaTaM pyTuHHoi DKI'. [luzpacdu-
YeCKU cTaTyc ObLT MpeacTaBieH JUIIb HU3KO MOCaXKeH-
HBIMHU YIIHBIMU paKOBUHAMU U cKoiro3oM. CorjlacHO
kputepusM auarHoctuku CAT, uMeeT 3HaueHUe HaTM4ue
XOT$1 ObI ABYX U3 CJIEAYIOLINUX IU3MOPMUIAL: TUTIEPTETIOPU3M,
TUITIOTIA3UST HYDKHEN YeJTIOCTU, KITMHOJAKTUINS, CUHAAK-
i [1]. JaHHas KIIMHAYecKasi CUTyalMsl HarIsIAHO WJl-
JIIOCTPUPYET HEOOXOAMMOCTh UCTTOJIb30BAHUS TEXHOJIOTUU
cekBeHupoBaHus JIHK B ciiyyae reHeTUYECKU reTeporeH-
HbIX 3a00JI€BaHUI CO CXOIHOM KIMHUYECKON KapTUHOM.
MMeHHO pe3yabTaT CEKBEeHUPOBAHMUS TTO3BOJINII LieJIeHa-
MpaBJIeHHO A000CIeA0BaTh MallMeHTa Ha MPeAMET apUTMU-
YeCKOT0 CUHAPOMA U MOCTaBUTh BEPHBII IUAarHo3.
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