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AHHOMAayun

AxmyaavHocmb. Bone3ns I'entunrrona (BI) — 3To Hacsie/ICTBEHHOE Helpo/iereHepaTHBHOEe 3a60IeBaHIe, UMEIOIIee ayTOCOMHO-JOMIHAHT-
HBIH TUI HACJIEJIOBAHUSA U IIPOSIBIIAIONIEECS JBUTATEIbHBIMY, IIOBEZIEHUECKUMHU U ICUXUYECKIMU HapyIeHusAMU. CyThI0 MyTalllU SIBJISETCS yBe-
JIMYEHNE YKCIIa TPUHYKIEOTHIHBIX TIOBTOPOB «ITUTO3UH — azieHuH — ryanuH» (IJAT) B mepBom 3k30He rena HTT, KOAUPYOLIErO OEJIOK TeHTUHT -
THH, 6oJiee 35.

IJeaw. Ilpe3eHTanus peKoOro ciiydasi ¢ paCCMOTPEHUEM 0COOEHHOCTEH KJIMHUYECKOW KaPTHHBI U TeYeHUs 3a00JIeBaHus I0BEHIJIBHON (POPMBI
BI. [ToMumo peaKocTH 3a60JI€BaHUsI, MHTEPEC BBI3BIBAIOT 3aBUCHUMOCTD /1e0I0Ta U TeueHust 3a00s1eBanust OT KosimuectBa [[AT-TIOBTOPOB B reHe
HTT, 6GpicTpasi MPOTPecCHs U OTCYTCTBHE 3TUOMATOT€HETHUYECKOTO JIEUeHHsI, YTO Hen30esKHO IIPUBO/IUT HAI[MEHTOB K MHBAJIUU3AINY, & B /]aJb-
HEHUIIEM — K JIETaJIbHOMY UCXOZY.

Pe3yavmamul. B craThe Ipe/cTaBlIeH KINHUYECKAN CITydail I0BeHUIBHOHM (OpMBI 3a00I€BaHNS Y MaJIbYHKA 11 JIET ¢ IPOSIBJIEHUEM IIePBBIX
cumntomoB BI' B 4 rozia.

Bwbt8000wt. I1pesicraBiieHHbIA HAMHU KJIMHUYECKUH CIydail IPe/I0CTaBIIsIeT BO3MOXKHOCTD YOeIUThCA B TPYIHOCTU ITPOTEKAHS IOBEHUIIbHOU (op-
bl BI' ¥ ero AMarHoCTUKH, JIJIst KOTOPOU IMOPOH €/JUHCTBEHHBIM METOZIOM SIBJISIETCS TeHETUYECKUH aHaJIH3.

Karoueswvte caoea: 60se3ub 'eHTUHITOHA, I0OBeHIUIbHAS (hopMa 3a060s1eBaHuUs, MyTaHTHBIN OEJIOK TeHTHHITHH, PAHHUH /1e010T, KTHHUYECKUH
ciaydait, Tpunykiaeatuiable [JA-ioBTOpBI, HEHpOereHepanus.
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Abstract

Background. Huntington's disease (HD) is a hereditary neurodegenerative disease with an autosomal dominant type of inheritance and
manifested by motor, behavioral and mental disorders. The essence of the mutation is an increase in the trinucleotide repeats of "cytosine —
adenine — guanine" (CAG) in the first exon of the HTT gene encoding the huntingtin protein, more than 35.

Aim. The purpose of the presentation of this clinical case is to consider the features of the clinical picture and the course of the disease of the ju-
venile form of HD. In addition to the rarity of the disease, the dependence of the onset and course of the disease on the number of CAG repeats
in the HTT gene, rapid progression and lack of etiopathogenetic treatment, which inevitably leads patients to disability, and later to death, is of
interest.

Results. The article presents a clinical case of a juvenile form of the disease in an 11-year-old boy with the first symptoms of HD at the age of 4.
Conclusion. The presented clinical case provides an opportunity to verify the difficulty of the juvenile form of HD and its diagnosis, for which
sometimes the only method is genetic analysis.
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neurodegeneration.
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B ose3ub 'enrunrrona (BI') — 5To Hac/IeCTBEHHOE HEl-
ponereHepaTHBHOe 3aboJieBaHUE, HMeIOIlee ayTo-
COMHO-/IOMUHAHTHBIA THII HACJIEZIOBAHUA WU XapaKTepH-
3yloITieecst BUTaTeJIbHBIMH, II0BEJIEHYECKUMHU U IICUXUYe-
CKUMU HapyuleHuaMHU. BI' pazBuBaercsa BcefCcTBUE MyTa-
nuu B reHe HTT, KOTOpBIN pPAacloJIO’KeH HAa KOPOTKOM
Iiede 4eTBEPTOH XpoMocoMbl (06J1acTh 4p16.3) U KOAu-
pyer 6eyiok reHTHHrTHH. CyThIO MyTallUU SBJISAETCSA YBe-
JINYeHNe YHCJIa TPUHYKJIEOTUHBIX IOBTOPOB «ITUTO3UH —
azeHuH — ryanuH» (L[AT) B mepBOM 5K30HE yKa3aHHOTO
reHa 6oJiee 35. Takum o6pazom, Hasinurie [{AT-TI0BTOpOB B
KosuecTBe 36 u GoJiee jaKe Ha OJHOM W3 aJUlesiell reHa

HTT 6yner 03HauaTh HOCUTEIHCTBO MyTaI[UU. DTO MPUBO-
JIUT K TOMY, YTO CHHTE3UpyeTcs 6eJI0K TeHTUHITHH C I1aTO-
JIOTUYECKOH CTPYKTYPOH — H30BITOYHBIM COZep:KaHUEM
OCTaTKOB aMUHOKHUCJIOTHI IiyramuHa [1, 2]. Mmeercst 00-
PaTHO NPOMIOPIIMOHAIbHAA 3aBHCUMOCTh MEXKJY KOJIMYe-
crBoM LIAT-TIOBTOPOB M BO3pAcTOM zebroTa: yeM OoJiblie
IJAT-IOBTOpPOB, TeM paHbIle NPOABJIAITCA CHMIITOMBI.
Hampuwmep, y jozeli ¢ koaudectBoM LIAT-nioBTOpOoB Gostee
60 pasBuBaercs OBeHWIbHasA (opma 3aboseBanusd. Opn-
Hako BennunHa LJAT-3KcnaHcuu ompezesseT BO3pacT Ha-
yasia 3a60J1€BaHUsI I Ha 50—60%, Ha OCTAIOIIYIOCS Ba-
prabesIbHOCTh MOTYT BJIUATH KaK UHbIe TeHeTHYeCcKue Bak-
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TOPBI, TaK U (HAKTOPBI OKpysKaroIel cpezsl [1, 2]. Takke
Jia BI' xapakTepHO yMeHbIIeHHe Bo3pacra Je0iTa B
IIOCJIEIYIOIINX ITOKOJIEHUAX, 0COOEHHO IIpU Iiepeiade My-
TAHTHOTO I'eHA I10 OTI[OBCKOH JIMHUU. DTO CBA3aHO C IOBHI-
IIEHHBIM PUCKOM 3Kcnancuu IIAT-TIoBTOpOB BO BpeMs MHU-
TO3a B CIIepMaToreHe3e, eCJId CPAaBHUBATh C OOTeHe30M [3].

B Hacrosmiee BpeMs U3BECTHO OOJIBIIIOE KOJIHUYECTBO
¢yHKIMH, KOTOpBIE BHINONHAET OejloK TeHTHHITHH. OH
KOHTPOJIUPYeT KJIETOYHOE JieJieHue B 5MOPHUOHAIBHOM
pa3BUTUU U HeOOXOJUM JIi HeWporeHesa, MOJIYJIUPYET
IIPOLIECCH] AllONTO3a U aKCOHAJBHOTO TPAHCIIOPTA, yda-
CTBYET B PEryJIAIUN TPAHCKPHUIILIHH, & TAK}KE UTPAET BaXK-
HYI0 PoJib B paboTte cuHarca [1, 4]. Ho reHTUHTTHH, cO/iep-
JKAIUP TOJIUTVIyTaMUHOBBIM (parMeHT, TOKCHYeH /I
KJIETOK MO3Tra W INPUBOJUT K UX IIPOIPECCHUPYIOIIEH TI'H-
6esii. DTO CBA3AHO C €ro HIMPOKOH BKCIIPecchell B IOJI0B-
HOM MO3Te: HanOoJIblllee KOJIMIecTBO Oeka 06HapyKUBa-
eTcs B HEHPOHAX I10JI0CATOrO TeJIa, TaJlaMyce, KOpe I'oJI0B-
HOTO MO3Ta. YCTaHOBJICHO, UTO B IIePBYIO o4depesb npu bI'
HabusoaoTest ceekTuBHass rubenb 'AMKepruueckux
HEWPOHOB T'OJIOBKH XBOCTATOT'O S/Ipa U PEaKTHBHBIH [VINO3
B nos10caToM Tesie. OHAKO OBPEXKIeH e HEHPOHOB 00Ha-
PY’KUBaeTcs TakKe B 6J1eTHOM I1ape, Kope GOJIbIINX IOJTy-
mapui, Kope U 3y64aToM fA7pe MO3KeUKa, PETUKYILAPHOH
YacTH YepHOH cyOcTaHIuu. beJlok TeHTHHITHH MOKHO 006-
HAapyKUTh U B JIPYTUX OpraHax, TAKUX KaK AWYKH, CEPALE,
IeyeHb, JIETKHE, YeM MOMKHO OOBACHHUTH 3KcTparepe6-
pasibHBbIe IIposABaeHuA BI'.

OJIHUM 13 BaXKHEHINNX MEeXaHU3MOB IIOBPEXK/IEHU Kile-
TOK SIBJIIE€TCA HApylIeHHe KoHdopManuu 6esika TeHTHHI-
THHA U3-32 H30BITOYHOIO KOJIMYECTBA IVIyTAMUHA HA KOHIIE
AQHOMAaJIBHOM MOJIEKYJIBI ¢ 0Opa3OBaHUEM BHYTPHKJIETOYU-
HBIX aMIJIOHUIONIO00HBIX BKJIIOUEHUU. B sApe HEHpOHOB
00HAPYKUBAIOTCA KOMILJIEKCHI, 0Opa3OBaHHbIE MyTaHTBIM
TEeHTUHITUHOM U YOUKBUTHHOM, YTO CBHJIETEJIBCTBYET O
BKJIIOUEHUU CHCTEMBI YOUKBUTHH-IIPOTEACOMHOU /lerpaza-
nuu. OZHAKO 9TOT MEXaHU3M OYeHb OBICTPO HCTOIIAETCH,
YTO IPUBOJIUT K YBEJINUEHUIO JIaJIbHEeNIIeN arperaliuy r'eH-
TUHTTHHA C U3MeHeHHOH KoHdopmanueid. CTOUT ynoms-
HYTb, YTO arperupyonuil MyTaHTHBIH TeHTUHTITUH Hapy-
[IaeT CUCTEMY LIUTOCKeJIeTa W MUKpPOTpybouek. [eHTHHT-
THH, COJIepKAIINI IOJINIJIyTAMUHOBBIA (pparMeHT, yTpa-
YHBaeT CBOM HOpMasbHble QyHKIMN. OJHUMU U3 TAKUX AB-
JIAI0TCA o0ecliedyeHre PeTpPo- U aHTEPOTPAJHOTO TPAaHC-
opra M 3Hepretuyeckoe obecreueHue OBICTPOTO AKCO-
HaJILHOTO TPAHCIIOPTA. YTpaTa JAHHBIX MEXaHU3MOB IIPH-
BOJIUT K HAPYIIEHUIO CHHAIITUYECKOH Iepe/iadl U BHYTPH-
KJIETOYHOTO TPAHCIIOPTA M IIPOTPECCUU HeHposereHepa-
IUN.

Jlns BT xapaktepeH ¢peHOMEH 5KCAaHTOTOKCHYHOCTH. V13-
3a runepakruBanuu NMDA-penenTopos riyraMmaToM Ipo-
HUCXOIUT H30BITOYHOE IIOCTYIUIEHUE HOHOB KaJIbIUA B
KJIETKY, UYTO aKTUBUpPYeT Pz HEepMEHTOB, pa3pylIaoIInX
OpraHesUIbl U 3allyCKAIOIIUX MeXaHW3MbI amontosa. Ilo-
BpEX/IEHUE B IIEPBYIO OYEPEb MUTOXOHIPUH IIPUBOJUT K
Pa3BUTHIO SHEPreTUYECKOTO JlepUINTA KIIETKU U aKTHBA-
WU CBOOOIHOPAJUKAIBHOTO OKHCJIEHUSA, YTO yCHUJIMBAET
IIOBpEX/IEHNE KJIIETOYHBIX MeMOpaH U opraHesl. B Hopme

0eJIOK TeHTUTHTHH MO/IYJINPYET IIPOLIECCHI AIIOIITO3a IIyTeM
cynpeccuu OeKOB-UHAYKTOPOB (kacmas). OfHaKo Mmosu-
IJIyTAMUHOBBIA T€HTHHITHH, HAIIPOTUB, UHAYIIUPYET Jeii-
CTBHE Kaclla3, YTO MPUBOJUT K 3aIyCKy IIPOIIECCOB aIloI-
TO3a.

BarkHEHIIyI0 poJIb B TO/I/IePsKaHUN KUBHEEATETbHOCTH
HEUPOHOB, B 0COOEHHOCTH KJIETOK I10JI0CATOTO TeJjla, UTPaeT
Mo3roBOU Helporpoduueckuil pakrop BDNF, cunTes KO-
TOpOro perynupyercsa 0eskoM reHTHHIrTHHOM. CienoBa-
TeJbHO, HapylieHue cuHTe3a BDNF npu BI' Moxxer ObITH
OJIHUM U3 KJIIOYEBBIX MEXaHU3MOB IIOBDEX/IEHHUA HEHpo-
HOB IosiocaToro Tesia. CTpuatym cobupaeT HMILYJIBCHI OT
Pa3HBIX OTZEJI0B KOPBI TOJIOBHOTO MO3ra M, oOpabaTsiBas
ux, obecrieurBaeT HOPMaJIbHbIE JIBUTaTeIbHbIe, KOTHUTHB-
Hble W 5MOIMOHaIbHBIEe (QyHKIHH. OTCIOA MOXHO BBI-
ABUATH TPOUCXOXKJEHNE KJIMHUYECKOW KapTWHBI npu bBI.
MoTopHble HapylIeHUs XapaKTepHUu3yTCs THIIEepKUHe-
3amu. K HUM oTHOCATCSA 6a/UTH3M, MHOKJIOHYC, aTETO3, JIAC-
tToHus. Ho HanboJsiee ApKUM U pacIpOCTPAHEHHBIM IIpUMe-
POM fABJIsI€TCA XOPes, I KOTOPOU XapaKTePHbI HEPUTMUY-
HBIE, OTPHIBUCTBIE, KAKYIIUECH ITPOU3BOJIbHBIMU JIBUKE-
HUSL.

Ilcuxudeckue HapylmIeHWs IPOSIBJIAIOTCA JIeNIPeccHel,
TPEBOTOH, Pa3/APa’KUTEIBHOCTHI0. Y OOJBPHOTO HAYMHAIOT
CTpajiaTh HCIIOJHUTEJbHBIE (YHKI[UH, CIIOCOOHOCTH BOC-
IIPOU3BOUTH YCJIBIIIAHHYIO paHee WHGOPMAIUIO, TUIAHU-
pOBaTh U OLIEHUBATH JIEHCTBUA, UTO ABJIAETCS CJIE/ICTBUEM
KOTHUTHBHBIX HApYIIeHUH [4].

Brigenamor e kinmHUYeckue ¢GopMbl 3a00IeBaHUA: TH-
NIEPKUHETHYECKyI0 U aKMHETHKO-PUTHAHYI0. ['mmepkuHe-
THYeCKas, KaK IPAaBUJIO, BO3HUKAET B JIOCTATOYHO 3PEJIOM
BO3pACTe U XapaKTepU3yeTcs reHePaIN30BaHHBIMY XOPeU-
YeCKUMH TUIIEPKUHE3aMH, COYETAOIIUMUCA C KOTHUTHUB-
HBIMU U, pexe, ICUXUYECKUMH PacCTPOHCTBAMU. AKHHe-
THUKO-pUTHJHAs (opMa ObIBaeT IOBEHUJIBHOH (BapHaHT
Becrdains) u nosaueit. IOBeHmIbHAA QpopMa XapaKTepUsy-
eTCs pAaHHUM /1e0I0TOM U IIPOSABJIAETCA MBIIIEYHOU PUTH/-
HOCTBIO, UBMEHEHUAMU IICUXUKHU U TTOBE/IeHU, SIUJIENITH-
YeCKHMH IPUCTYNIAaMH W PA3JIUYHBIMH MOTODHBIMH pac-
crporictBamu. /lamHasg ¢dopma HMeeT 3JI0KaYeCTBEHHOE
TeYeHHE U OTHOCUTEIBHO BBICOKYIO JIETATIBHOCTD [4, 5].

BI' pacnpocTpaHeHa IOBCEMECTHO, HO HEPaBHOMEPHO.
Yacrora BCTpewaeMOCTH B CTpaHaxX EBpomnbl — mpumepHO
3—7 cjIydaeB Ha 100 ThIC., TOT/IA KaK B CTpaHax A3un u Ad-
PUKH — 1 cIydaii Ha 1 MyH [6, 7]. IToaTomy BT otHOCAT K Op-
annbiM 3a60s1eBaHUAM (pacIpoOCTPAHEHHOCTH 3a60sIeBa-
HUSA MeHee 10 CJIydaeB Ha 100 ThIC.). Ha /10110 10BeHUIIBHOU
dopwmsl BT npuxonutes okoso 2—9% ciydaes [8].

1 moATBEP KIeHUA WMJIN ONPOBep:KeHus AuarHosa bI'
PeKOMeH/IyeTcsl IIPOBe/ieHNe I'eHeTUYeCKOro TeCTHPOBa-
HuA — npsamon JHK-nmarHoctuku MerozioM (parMeHT-
HOoro aHasusza [9]. OueHb BalKHO OMPEAEIUTh MaKCH-
MaJIbHO TOUHOe 3HaueHue IIAT-TTOBTOpOB, Tak Kak OT 9TOTO
OyZayT 3aBUCETH [1e0I0T, TEUEHUE U IPOTHO3 3200J1€BaHUA.

Ha maHHBI MOMEHT 3THONIATOreHETUUECKOe jeueHne bI'
OTCYTCTBYeT, IPHUMeHSETCA TOJIBKO CHUMIITOMATHYECKOeE.
Hampumep, /1 yMeHbIIEHUs BBIPKEHHOCTH XOpeude-
CKOM THIIEPKUHE3UH I1e1ec000pa3H0 IPUHUMATDH IIpelra-
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paTsl TeTpabeHa3WHa, OHAKO OH Oy/eT IPOTHBOIIOKA3aH
IIpY NI037{HEN aKUHETHKO-purugHou ¢gopme BI'. [Ina cHu-
JKEHUs aKWHE3WH U PUTHAHOCTH PEKOMEHJyeTcs Has3Ha-
YaTh IPOTHBOIAPKUHCOHWYECKHE IIpenaparbl (KoMOuHa-
[IMIO [Tpe/IIeCTBEHHUKA JIOIAMIHA U UHTHOUTOpa repude-
pUYECKOH /ona-/1eKapOOKCIIIa3bl) U Ipenaparsl TPULIHK-
JINYECKOTO CUMMETPUYHOTIO a/laMaHTaHaMuHa. Taxke OeH-
30/I1a3€IIMHOBBI AHKCHOJIMOTHK MOXKET OBITh II0JIE3eH
JUTS KOPPEKIINY MUOKJIOHUH, INCTOHUH, HAPYIIEeHUH CHA 1
TTOBBIIIIEHHON TPEBOXKHOCTH [4].

KnuHunueckuin cnyyanm

BospHOM I1., Maypumk 11 JieT, pocT 122 €M, Macca Teja
16 KT, UHZIEKC MACChI Tesa 10,7 Kr/M? (BhIpaXkeHHbIH /iedu-
oyt Macesl Tena). Co CJIOB MaMbl, POC U Pa3BUBAJICA JI0
4 Jiet 110 Bo3pacty. C 2017 I. cTayu 3aMevaTh, YTO CHAYaIIa
pebeHOK cTas IPUXPaMbIBaTh, BO3HUKIIN 60JIN B HOTAX, 110-
SIBUJIUCH IIPOOJIEMBI € PeYbI0 (HE MOT BBITOBAPUBATH «P» H
«J1»). XpoMOTa IIPOTPECCHPOBaIIA, PEOEHKY CTAJIO TAMKEIO
BBIIIOJIHATD IIPOCThIe GU3UYecKue Harpy3ku. [Ipu yibrpa-
3BYKOBOM HCCJIEIOBAHUU U PEHTTEHOTpadUH KOJIEHHBIX Cy-
CTaBOB IIATOJIOTMH He BBIABJIEHO. PeOeHOK Havas 3aHU-
MaTbcA ¢ J1eeKTOI0raMu, JIOTOIleJaMu, HO 5TO He aJI0 HUl-
KaKUX YJIydlleHui. B 2017 r. u3-3a IpOrpeccUpOBaHUA CO-
CTOSIHUA MaJIbUMKa IIOJIOKWIN B OOJIBHHUIY, IJie 1O JIaH-
HBIM 2J1ekTposHnedanorpadpun (9I) He ObBUIO HUKAKUX
OTKJIOHeHHH. PeGeHOK IoIyJan KypcaMu Maccax, pusno-
Tepanuio, jJedebHylo (GU3KYJIbTYpy W HOOTPOIHYIO Tepa-
U0 ¢ He6oIbmuM 3 hEKTOM.

B 2019 r. Ma/IbuUMK MOIIENT B 1-i K1acc. PeGeHOK 0TKa3bI-
BaJicsl paboTaTh HA YPOKaX, OTMEYaJIOCh HAapyIlleHHe BHU-
MaHHs, He MOT' 3alIOMHUTH MaTepuasi. C sHBaps 2020 T. B
MIOJIMKJINHUKE He yAaioch czenats 991 u peosHnedaro-
rpaduio, peGEHOK He BBIIOJIHAJ HHCTPYKIMH, BEPTEJICH.
CoxpaHsIHCh HAPYIIEHUSA PEYH, TPYAHOCTH OOyIeHHUs, OT-
MeYaJIHCh ITOIIEPXUBAHUSA BO BpeMs IIpHeMa IUIIH, MOTOP-
Has HEJOBKOCTb, 3aJiepKKa (U3UYECKOTO Pa3BHUTHUA.
B 2020 1. BHOBb HOJIYYHJI KypC CPEACTBA JI KOPPEKIUN
MeTabOJIMYECKHX ITPOLIECCOB U HOOTPOIIOB.

B 2021 r. 3a60s1eBaHNe HAYAJIO IPOTPECCHPOBATh: HaYa-
JIUCH IIPHUCTYIBI SIMJIENCUH U JUCTOHHYECKUE aTaKU II0-
cpeny HOYHM. B ofjHy M3 TakuX HOYEH MaIbUMK CJIOMAJI
IIJIEY0, ITOCJIe Yero Oblia IPOBEe/IeHa Ollepalusa U COCTOs-
Jlach KOHCyIbTanus y HeBposiora. KT-nuarsocTuka rojios-
HOTO MO3Ta He BBIABHIJIA CTPYKTYPHOU ITATOJIOTHU B Belle-
CTBe TOJIOBHOTO MO3ra, a Ha I onpesiesieHbl BTOPUYHO-
reHepaIM30BaHHbIE SIIIENTH(DOPMHBIE Pa3pAAbl ¢ Hava-
JIOM B 3aThUIOYHO-33/THEBHCOYHBIX OTZEJaX, aMIUIUTY/-
HBIM MaKCHMYyMOM B JIOOHO-IIeHTPaIbHBIX oT/enax. Ha oc-
HOBAHWH JIAHHBIX WHCTPYMEHTAJIBHBIX HUCCIEOBAHUN ObLI
IocTaBjeH AuarHos: «PesmpyanbHasd sHIedanonaTus.
IceBo0yIb0APHBIN CHHAPOM. 3a/iep:KKa IICHXOPEUeBOro
pasButuA. CyOxkiInHHYecKas SHuaenTHGOPMHAA aKTHB-
HocTh. Huskopocsiocts. XpoHHdeckas 6eJKOBO-3HEPTeTH-
yeckas HeENOCTAaTOYHOCTh». HeBpOJIOroM Ha3Ha4YaHCh
MHUOPEJIAKCAHTHI IIEHTPAIBHOTO JIEHCTBUA U IIPOTUBOAIIH-
JlenrTuyeckue Ipenaparel. Ha ux ¢oHe aucTOHHYECKUe
aTaK{ YCHIMBAINCH, peOEHOK IIepecTal CliaTh, pa3roBapHy-

BaTh U XOJUTb, ObLyIa OOJIbIIAS ITIOTEPS Macchl Teia. Bekope
MaJIBYUKY CTaJIH ITOCTEIIEHHO CHUKATh JJO3UPOBKY IIPOTHU-
BOSIIUJIENTHYECKOTO IIpelapaTa, HO y Hero pa3BUJICS CHH-
JIPOM OTMEHBI, KOTOPBIA IIPOSBUJICA HEIPOU3BOJIBHBIMU
SIUJIENTUYECKUMU NpUmnazkaMu. IIpuMepHO B 3TO BpeMs
BBIACHUJIOCH, 4TO y oTHa Maynbuuka BI'. Tlocie cocrosiach
KOHCYJIBTAIIHSA C TeHETUKOM, O/THAKO MAarHo3 He GbLI HOoJ-
TBEPIKJIEH.

B 2022 r. nposeaena nosropHasa MPT-guarnocruka ro-
JIOBHOTO MO3ra, Ha KOTOPOH ObLin oOHapy:xeHbl MP-mipu-
3HAKH CHMMETPHUYHBIX YMEPEHHO BBIPAJKEHHBIX YUIACTKOB
CTPYKTYPHBIX H3MEHEHUU BJOJIb 30H 0a3aIbHBIX AZED
000MX TOJyIIapUi BBITAHYTOH (OPMBI M pacIIMpeHHe
TpeTbero U OOKOBBIX 2KeJyZo4YKoB. ITocie ObUT MOCTaBIIEH
nuarHo3: «HedpojerenepatuBHoe 3aboseBanue. IlceBzo-
Oys1bOapHBIH cHHIpOM. Muonartnyeckas reHepaIn30BaH-
Has SIUJIENCUSA C SIIJIENTHIECKUMU MUOKJIOHYCAMH BeK.
BrIpakeHHas 3a7iepKKa IICUXOpeueBoro passutusd. [ledu-
LIUT COMATOTPONHOro ropmona? HuskopociocTs. XpoHH-
Jeckasa OeJIKOBO-3HepreTuyeckass HeJTO0CTaTOYHOCTh». Ha
93T riybmHHas snuenTudOopMHas aKTUBHOCTh HAa QOHE
BBIpAXKEHHOTO AU} Py3HOTO HApyIIeHNs KOPKOBOTO PUTMa
110 UPPUTATUBHOMY THILY.

B 2023 r. u3-3a HapylIeHUs [VIOTAHUA U IOTEPU MACChI
Testa ObLIa IocTaByieHa racrpocroma. Cocrosiach ouepes-
Hasg KOHCYJIbTAIlUsA C TE€HETHKOM, IJle MaTh HACcTOosla Ha
npoBegennn npamoin [THK-muarnoctuku BI'. Ha ocHoBa-
HUH Pe3yJIbTaTOB JAHHOTO HCCJIEZIOBAHUA JHMATHO3 IIOJ-
TBepzuics. PeOEHOK MOJIyYaeT IOTIOJTHUTEIbHOE OETKOBOE
nutanve (crenuanabHyio cMech [lenramen FOHMOD), TPOTH-
BOBIUJIENTHYECKHE IIPernaparbl, MHOPEJIAKCAHTHI I|€HT-
PaJIBHOTO JIeHCTBUA.

BbiBogbl 1 06cyKAeHMEe

IIpencraBiieHHBI HAMM KJIMHUYECKUU CJIydyald IIpesio-
CTaBJIsIET BO3MOKHOCTh YOEUThCSI B paHHEM /1ebroTe, Tsi-
JKeJIOM Te4eHUH I0BeHUIbHOH (popmbl BI' u ciioxxHOCTH ero
JUarHocTUKH. Y OosbHOro II. mepBble IPU3HAKU CTIH
IIPOSABJIATHCSA B 4 TOJA U, KaK y2Ke ObUIO CKa3aHO paHee, Jie-
OroT 3200JI€BaHUA B IOCTATOYHON Mepe 3aBUCUT OT KOJIAYe-
crBa LIAT'-IOBTOPOB B MyTaHTOM I'eHe, YTO JIa€T HaM BO3-
MOJKHOCTD IIPE/IIIOJIOKUTD 3HAYEHUs CBBILNIE 60. Ycyry6-
JISIeT CUTYaIlUI0 OTATOINEeHHAs HAcJIeZCTBEHHOCTh IO OT-
IIOBCKOH JIMHUH, YTO TAaK)Ke YKOPAuyHUBaeT BPeMs IIPOsIBIIe-
HU IIEPBBIX CUMIITOMOB.

Pasnenenne BI' Ha nBe GOpPMBI IIaBHBIM 06pa3oM CBf-
3aHO C Pa3JIMYMeM JIBUTATEJIbHBIX PACCTPOUCTB B 3aBUCHU-
MOCTH OT BO3pacTa: I0BeHIIbHAsA (GopMa IPOSBIIAETCS TH-
NIOKWHe3WeH, PUTH/IHOCTHI0 U HEPEJIKO IIOCTYPIBHON He-
YCTOMUMBOCTBIO. TakyKe CTOUT YHOMSAHYTH SIUJIENICHUIO U
n3MeHeHUsA III' 3MUJIENTHYECKOrO XapaKTepa, KOTOpbIe
Berpevatores npu BIT eTell 3HAUNTEIRHO Ualle, YeM MIpU
KiIaccuueckor popme 3abosneBanus [4, 8]. [Iporpeccus 3a-
GosneBanusi y GosibHOro Il. Hayasach € AMUIEHTHUECKUX
MIPUCTYTIOB U JUCTOHUYECKUX aTaK, O/IHA U3 KOTOPHIX IIPHU-
BeJIa K IlepeJIoMy IJIEYeBOH KOCTH. JIuCTOHNS, ABIAACH Cy-
IECTBEHHBIM HHBAJINAUBUPYIOINM (akTopoMm, Hanbosee
XapakTepHa 771 I0BeHWJIbHOH opmel BI'.
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PasBuBIINeca ausapTpus U aucdarusd y nanueHTa sB-
JIAIOTCA TUIUYHBIMU IIPOSBJIEHUAMU 3a00sIeBaHUA JII000H
¢opmer BI'. 9TO HepesKko MOXKET CTaTh IPUYNHON HEOOXO-
JIUMOCTH IIOCTAaHOBKH I'aCTPOCTOMBI 13-3a HApyIIeHUA aKTa
[JIOTAHUS ¥ 3HAYNTEILHOM IMOTEPU MaCChl Tesia [4].

Axkuneruko-purugiaas ¢dopma BI' nmporexaer GpicTpee u
TsKesiee, yeM BI' B3pOCIIBIX, 8 IPOJIOJIKUTEIBHOCTD XKU3HH
GOJIBHBIX 3HAYUTEJILHO MeHbIne. Kak 1 B HameM Ha0Jtoze-
HUH, JJaHHYI0 GpopMy 3a60JIeBaHUA Yallle BCEro JUArHOCTH-
PYIOT cIycTs rozsl mnocie aebiora 3abosneBanus. Ilo nan-
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