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The article presents a case of clinical observation of a patient with a rare genetic syndrome. The peculiarity
of the clinical case is the difficulty of diagnosis in children at an early age. The article shows the role of study-
ing the history, clinical and laboratory parameters and the value of genetic research.
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uHapom AnnaHa-XepHpgoHa-fapnu (AHDS) - pegpkoe re-

HeTU4YecKoe 3aboneBaHue, Bnepeble onucaHHoe B 1944 r.

aMepUKaHCKUMKM Bpayamu-reHeTMkamu Yunbamom An-
naHom, Knogom Hswem XepHpoHom (mnagwum) u ®nopaHc
Japgnu [1]. PacnpocTpaHeHHOCTb U HaciefoBaHWe 3TOrO
CMHApPOMA He mpeBbiwaeT 1 cayyas Ha 1 mnH. B poctynHoil
JMTepaType onucaHo 25 cemeil, B KOTOpbIX Habnofanock 89 ye-
nosek ¢ AHDS [2, 3]. M3BecTHo, yto AHDS cBfizaH ¢ myTauuei
reHa SLC16A2. Natonoruyeckue Bapuantbl reHa SLC16A2 Bbi3bl-
BaloT feduunut MoHokapbokcunara TpaHcnoptepa 8 (MCT8) —
cneunduyeckoro TpaHcnoprepa TpuiogTuponuHa (T,) 4epes
KNeTouYHble MeMOpaHbl B HelipoHax. 3aboneBaHue xapakTe-
pu3yeTcs HapylieHnem TpaHcnopta T, B HepBHbIE KIETKH, 4YTO
cnocobcTBYyeT (HOPMUPOBAHUIO HEMPOHANbHOW AUCHYHKLMM
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C pa3BUTUEM TAXENOro MOpPaXeHUs HepBHOW cuctemsl [2, 3].
K knuHuyeckum npossnennam AHDS oTHocATcA BblpaxeHHas
TUMNOTOHWA  MbIWL, CYWeECTBEHHbI KOTHUTUBHBIA geduuunT,
NporpeccupyloWmin - cnacTuyeckuin  KBagpunapes, KOHTpaK-
Typa CyCTaBOB, OUCTOHWYECKWE WAW aTeTouAHble [BUXKEHUs
C XapaKTepHbIMU NAapoOKCM3MaMu U AUCKUHe3Uel, a Takxke B 25%
cny4aes cynoporu. Mpu gaHHOM CMHAPOME B HelipoHax Habio-
paetcs peduuuT TPUIAOATMPOHWUHA Ha (OHE NOBbIWEHHOIO
COLEpXaHWs rOpMOHa B KPOBW, YTO MPUBOAMT K NIOKaNbHOMY
rMnNepTupeosy B TKaHAX, He 3aBucuMMbIX OT peduuynuta MCTS,
¥ COMPOBOXAAETCA CHUXKEHWEM MACChl TeNa NalMeHTa ¢ napan-
NeNbHbIM YMEHbLIEHMEM MbllEYHOI Macchl [2-4].

B nocnepHue roabl, kpome TpaHcnoptepa MCT8, naeHtuduum-
poBaHbl MOHOKapboKcunaTHblit TpaHcnoptep 10 (MCT10) u opra-
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HUYECKW aHMOHOTpaHcnopTHbIl nonunentug 1C1 (OATP1C1).
MokasaHo, 4to MCT8 u OATP1C1 0coGEHHO BaXHbI NS peryns-
LMW NOKaNbHOW aKTUBHOCTU TUPEOUAHBIX TOPMOHOB B FOI0BHOM
MO3re, YTO MMeeT BoNbLIoe 3HAYEeHWe ANs Pa3BUTUA U DYHKLMO-
HUPOBAHUA LEeHTPaNbHON HEPBHOI cUCTeMbI [5, 6].

[ns Bepudukaumm 3aboneBaHus BaXKHbl aHaNU3 KAUHUYE-
CKOJ KapTWUHBI U MCCNef0BaHNe WUTOBUAHOM Xene3bl C OLEeHKON
(hyHKLWNOHaNbHOTO CcoCTOAHUA. [eHeTMYecKoe uccnefoBaHue
3aK/l0YaeTcs B OOHApyXeHMM NATOrHOMOHMYHOMO MpU3HaKa
ona AHDS — mytauun SLC16A2 (Xq13.2). YcTaHOBAEHO, Y4TO Npw
AHDS Tepanus npenaparamu TUPEOUAHbIX TOPMOHOB Hedddek-
TvBHa [7-9].

Mayuerm C., 12.06.2014 r.p. Matb obparunacs ¢ xanobamu
Ha BbIPAXEHHYIO 3aAE€PXKKY NCUXOMOTOPHOIO M NCUXOPEYEBOrO
Pa3BUTUA Yy CblHA, FEHEPaNM30BaHHYI0 MbIWeYHY C€1abocTb
1 geduumut maccel Tena. Ha MOMEHT ocMoTpa pebeHKy UCnonHU-
NoCb 4 ropa.

N3 aHamHe3a n3BecTHO, YTO pebeHOK popuncs oT nep-
BO/1 OepeMeHHOCTH, nepBbiXx PofoB. bepeMeHHOCTb XenaHHas,
npoTtekana 6e3 oCnoxHeHui, pofbl GU3MONOrMYeckne B CPOK
38-39 Hep C gnMTenbHbIM NOTYXHbIM nepuogom. Mpu poxae-
HUW macca Tena — 2850 r, gnnHa — 49 cm (HU3Koe dusnyeckoe
pasBuTHe, rapMOHUYHOE), OLieHKa o Wkane Anrap — 7-8 6an-
noB. Ha rpynHoOM BCKapMAMBaHUW pebGeHOK Haxo[uicsa [0 roaa.
B popfome npoBefieH CKPUHUHT HA BPOXAEHHbIA MMNOTUPEO3,
pe3ynbTat oTpuuatensHbil. C poxaeHua y manbynka oTmeya-
nnch anddy3Has MbllweyHas rMnoTOHUSA, CHUXEHNE MbILEYHO
CWUAbl, CUMNTOM NOJATAUBOI WeW; B NepBble MECALbl XU3HU —
06MNbHbIE CPLITUBAHUSA, ANUTENbHbIE KOPMAEHHUSA (>30-40 MuH),
BANBI cOCaTeNbHbI pednekc.

Bnepsble nauMeHT NPOKOHCYAbTUPOBAH 3HAOKPUHOIOMOM
B BO3pacTe 5 Mec B CBA3M C rMNoTpoduet n 3aepKoi ncmxo-
MOTOPHOTO Pa3BUTUA: HE iepKan rosoBy, He NepeBopaynBancs,
Mano pearMpoBaj Ha OKPYKaloWMX, He YAEPXMBaN WrpyLKu
B pyKax. B 310 Bpems BnepBble 06HapyxeH fucbanaHc TMpeoua-
HbIX FOpPMOHOB: NoBbiweHue T, cHkenne T, Ha hoHe pedeperc-
HOro ypoBHSA TUpeoTponHoro ropmoHa (TT): TTI — 3,0 MkME/mn,
T4 - 8,41 Hr/n, T3 - 10,47 Hmonb/n. bbin gaHbl peKoMeHaauuK
Mame — MPUHMMATb npenapatbl Kanusa hogmpa B pose 200-
250 MKr/cyT Ha nepuop rpyfHOro BCKapMAMBaHWs pebGeHka
c kouTponem TTT, cB.T, cB. y pebeHka B Bo3pacTe 1 roga.

B Bo3pacte 1 ropa y Manbyuka LMAarHOCTUPOBAHbI aTaKCu-
Yeckuit LepeOpanbHbI Mapanuy, BbIpaXeHHbIA KBagpunapes.
Y pebeHka nporpeccupoBana 3afiepxKa NCUXMYECKOro u peye-
BOrO Pa3BUTUA, HAONIO[ATUCH MUOKIIOHUYECKNE TUNEPKUHESDI,
Ta30Bble HapyleHUsa No TUMY HeAepXaHus Moumn u kana. Mauu-
€HT HAxOAMNCSA Ha AUCMAHCEPHOM HAGNIOAEHUM Y HEBPOJIOra,
nonyyan mepukameHtosHyt Tepanuio (Cortexin, Cinnarizin),
a Takxe neyebHyio hU3KyNbTYPY, MACCaX, NiaBaHue.

Moka3aTeAr ropMOHOB LLIMTOBUAHOW XeAe3bl naupeHTa C.

Pe3ynbTarbl MarHMTHO-pe3oHaHcHow Tomorpacum (MPT)
ronosHoro mosra (2015): cnaboBbipaxeHHble 30HbI Neiiko-
apeo3a nepefHux poros G0MbLWKUX Kenyaoukos. MPT-npusHaku
YMEpeHHOW HapyxHOW rupgpouedanun. Kucta Mexxenynouko-
BOW NEperopoaku.

33T-pHeBHOW MOHUTOPUHI (HEOAHOKPATHO): 3nunenTu-
(hOpMHOI# aKTUBHOCTU HE BbIABNEHO.

VYnbTpa3ByKoBoe uccnefoBaHUe WWTOBUAHON >Kenesbl:
pacnonoxeHune obbl4yHOe, pasmepbl He yBenuyeHol. 06bem —
1,98 cm®. KoHTypbl YeTkue, poBHble. CTpyKTypa 0fHOPOAHAS, 3X0-
FeHHOCTb He N3MeHeHa. PokanbHble 06pa30BaHMs He BbIABEHI.

CoxpaHsncs AucOanaHc TUPEOUZHbLIX TOPMOHOB: MOBbI-
weHne T, cHumeHne T, BbICOKOHOpManbHble yposHu TTT
(cm. Tabaunuy).

Bbina npoBefeHa KOHCynbTaUMA reHeTUKa C reHeTUYeCKUM
uccnefoBaHMeM: B pe3ynbTaTe KIMHWYEeCKOTo CEeKBEHWpOBa-
HUA 3K30Ma BbIABNEHA FeMU3UrOTHAA MyTauus B 3-M 3K30He
reHa SLC16A2 (chrX:73744254C>CT), npuBopswas K caBury
pamKuM cuuTbiBaHWA, HaumHas c 214 kopoHa (p.GLn214fs,
NM_006517.4). Mytaumu B reHe SLCI6A2 Gbinn onucaHbl
y nauyuentos ¢ AHDS.

C yyeTom Hanuuus y peGeHKa KAMHUYECKMX NPU3HAKOB
AHDS 1 xapakTepHOro TMpeoMgHOro NpoduaA NpoBeseHo Noa-
TBEPXAEHWE BbIABNEHHOI MyTaLMN METOAOM CEKBEHWPOBAHUA
no CaHrepy c obcnefoBaHnemM popuTeNnei, yCTaHOBIEHO NPOUC-
XOXAeHWe MyTaLumn y peberka de novo.

B PebGeHok: MyTauus chrX:73744254C>CT B reHe SLC16A2

o6Hapy»eHa B reMU3uroTHoii Gopme;

B wmarb: Mmytauma chrX:73744254C>CT B reHe SLC16A2

He 0bHapyXeHa;
B otey: mytauua chrX:73744254C>CT B reHe SLC16A2
He 0OHapyeHa.

3aknloveHne reHeTuKa: CcuHApoM AnnaHa—XepHAoHa-
Japgnu (OMIM: 300523). [uarHo3 nocTaBieH Ha OCHOBAHMM
aHaMHECTUYECKNX CBEAEHN, KIMHUYECKON KapTUHbI, pe3ynbTa-
TOB MHCTPYMEHTaNbHbIX U N1abopaTOpHbIX UCCAeA0BaHUNA. Xapak-
TepHble M3MeHeHMA: MP-npu3Haku TPaH3MTOPHOW 3afepiKKu
MUENMHN3ALMN; TUPEOUAHBIA CTATyC, BbIABNEHHAs U Banu-
LMpoBaHHas MyTauus B reHe SLCI6A2, a TakKe BPOXAEHHAs
Anddy3Has MbllWEYHasA rMNOTOHMA (CUHAPOM BANOTO pebeHka),
NaToOrHOMOHUYHbI cumnToM nopamuneon wen (limberneck),
TUMONNA3nA MbllL, reHepanu3oBaHHas MbllWeyHas cnabocTs,
TPYAHOCTU C KOPMIEHUEM, 3afiepXKKa (DU3NYECKOro U NCUXOMO-
TOPHOrO pa3BUTUA, LUCTOHUYECKMNE ABUKEHUA B KOHEYHOCTAX,
NPUCTYNbl NAPOKCM3MaNbHON AUCKUHE3NY, KBaApUnapes.

06bEKTUBHBIM CTATyC: COCTOsHME CTabWUIBHO CpeaHeit
TAXECTU. ManbunMk HaxoAMTCA B WHBaAMAHOW Konscke. Pot
MOCTOAHHO OTKPBIT, BepXHAs ryba npunopHata. OTmevaercs
MUOMATUS NULQ, CloHOTeYeHUe. B mosemeHun — TeHpeHUMs

Mokasarens (pedepeHc)
_____6wec | d2mec___| __d5ropa___| __35ropa |

TTI, MKME/™MnA (0,85-6,5) 2,9
T, cB., nMoAb/A (9,0-22,0) 4.5
T, cB., HMOAb/A (1,3-3,1) 5,4

3,5 3,06 3,070
10,50 6,66 7,65
4,32 3,43 3,43

Mpumeuanne. TTT — TUPEOTPONHBbIK TOPMOH; T, CB. — THPOKCHUH CBOOOAHBIN; T, CB. — TDUIAOATUPOHNH CBOOOAHbIN.
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K nmaccuMBHOCTH, 6e3 Npu3HaKoB arpeccuBHoCTU. OBpalyeHHylo
peyb MOHWMMAeT, pearupyetr 3MOLMOHANbHO, OTK/IMKAETCA Ha
nacky. ®usnyeckoe passutue HU3Koe, AUCrapMOHUYHOE, BbIpa-
XeH peduumnt maccel Tena: macca tena 10 kr (aecbuunt 30%),
poct — 96 cm (SDS = -1,36), uHgekc maccel Tena — 11,6 kr/m?
(SDS < -3). KoxHble MOKpoBbI PO30BbIE, YNCTbIE, CAU3NUCTbIE
4ncTble, 06bIYHOI OKPACKM, BNAXKHOCTY, TYProp TKAHEl CHUKEH,
A3bIK BNAXHbINA, YnucTbid. LLnTOBMAHASA Xenesa pacnonoxeHa B
TUMUYHOM MecTe, NOLBMXKHA NPU FOTAHWUM, NPU Nanbnauuu He
VBE/IMYEHA, MATKO3NACTUYHON KOHCUCTEHUMH, Ge300ne3HeH-
Has. fpKo BbIpaeHa MblleYHas r’MNoTOHUA: He CNocobeH yaep-
)KMBaTb LWEI W TOSIOBY B BEPTUKANLHOM MOJIOXKEHNU, HE MOXKET
cupeTh 6e3 NOAAEPIKKY, He CNOCOGEH CTOATh, HE XOAMT, He rOBO-
puT. VIrpyliKuK 1 fpyrue npeameTsl B pyKax He yaepxkusaert. Mpu
NOAAEPKKE M ONOPe Ha HOMW CNOCobeH NepecTynaTb. YMEPEHHO
CrNaXeHbl NPOAosbHble CBOLbI 06enx cTon. Anddy3Has mblwey-
Has TUNOTOHMSA C TMNEPMOBUNBLHOCTLIO B CYCTaBax, TOHYC MblLuL
CHUKEH, 0COGEHHO B NeYeBOM nosce U pykax. CyxoxunbHble
pecneKchl xuBble, CHUXEHBI. [laTonornyeckux pedekcoB Her.
OTmeyatoTca ateToupHble rMNEpKUHEe3bl U AUCTOHUYCKME yCTa-
HOBKU B pyKax. Ta30Bble HapyLWeHUs N0 TUNY HeePXaHUA MOYM
u kana. [onoBoe pa3BuTME MO MYKCKOMY TUMY, MOLIOHKA pa3-
BWTA, ANYKM B MOLIOHKe, no Tanner I.

Knuxuyeckuli OuazHo3: cuHppom AnnaHa—-XepHgoHa—[aanu
(AHDS). OcnoxHeHus: aTaKTUYeCcKU LepebpanbHbIl napanuy,
BbIPaXEHHbI KBapunapes. 3agepxKa NCUXUYecKoro u peye-
BOT0 pa3BuUTUA. Ta30Bble HAPYLLEHNA NO TUNY HEAEPXKaHUA MOYM
1 kana. ConyTcTBYIOWMIA AMArHO3: NIOCKOBANbIycHas Aedopma-
LmMsa cTon.

MpeactaBneHHoe KAMHUYECKOe HabNOfeHUe [eMOH-
CTPUPYET CNOXHOCTb anarHoctukn AHDS, ocobeHHo y aeTeil

CBEAEHWNS% Ob ABTOPAX

rPYLHOr0 BO3pacTa, B CBA3M C KpaliHe HU3KOI pacnpocTpa-
HEHHOCTbIO 3ab0NeBaHMA M HEAOCTATOYHON M3YYEHHOCTbIO
cuHppoma. Heobxoammo wupe MCnonb3oBaTb NpoBegeHue
reHeTUYecKUx UCCNepoBaHuii OnA BbIABNEHMS naTonoruye-
CKUX MyTauuit reHOB NpU HaNMYUKU XapaKTepPHbIX KIAWHUKO-
nabopaTopHbIX M3MeHeHMiA. Y naymeHTa C. Tepanus npenapa-
Tamu ofa U TMPEOUaHbIMU TOPMOHAMM Gblna HeaheKTUBHA.
Kak 13BecTHo, cumnTomaTuyeckas Tepanus Nuilb B HeGONb-
WOW CTeNeHW NOMOraeT OTCPOYUTb OCIONKHEHUS U yayy-
WWTb KAYeCTBO XMU3HM Takux nauueHtos [10-12]. VimetoTcs
cooblWeHns 0 pa3paboTKe HOBLIX MpPenapaToB: MpepoXeH
npenapar C [eiACTBYOWMUM XMMUYECKUM BELECTBOM TUpa-
TPUKONOM, KOTOPbIA UMEET CXOLHYI CTPYKTYpY C TPUAOLTU-
pPOHMHOM M cnocobeH NPOHMKATb B HeilpoHbl 6e3 yyacTus
TpaHcnopTtepa [13].

Takum o6pasoMm, AuarHoctuka u neyeHue AHDS ocrtaetcs
aKTyanbHoil npobaemoit 3HZOKPUHONOTMI. B HacTosLee Bpems
NPOAOJIKAETCA MOUCK MHHOBALMOHHBIX METOAOB M Cnocobos
NeyeHus 3abonesanus [13].

KoHdnuKkT wuHTepecoB. ABTOpbl 3asBnAlT 06 OTCYT-
CTBUM KOHIMKTA MHTepecoB. PaboTa He umena cnoHcop-
ckoil noapepxku. NccnepoBateny HecyT MoOJHYIO OTBETCTBEH-
HOCTb 3a MpefoCTaBleHUE OKOHYATeNbHOW BEpPCUUM PYKOMUCH
B Mnevars.

Dleknapaums o hMHAHCOBBIX U UHbIX B3aUMOAEMCTBUAX.
Bce aBTOpbl MpuHWMManu yyactue B paspaboTKe KOHLUenLuu
W An3aiiHa UCCNefoBaHNUA M B HanucaHuu pykonucu. OKoHya-
TeNbHasA Bepcus pyKonucu 6bina ofobpeHa BCeMU aBTOpaMu.
ABTOpSbI HE MOJyYanu roHopap 3a UccnefoBaHue.
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