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B naHHOM cTaTbe Mbl COO6LWAEM O 8-1eTHEM NALMEHTE C IMYTAapOoBOit auuaypueit 1-ro TMNA, aCCOLUMPOBAHHOM C KOMNAyHA-
reTepo3nroTHeIM BapuaHToM €.1204C>T (p.Arg402Trp) u c.547C>T (p.Ser216Leu) B reHe GCDH. KnuHndeckoe HabntopeHne
UNNIOCTPUPYET CNOXKHOCTb AMArHOCTUKM AAHHOTO HACNEeACTBEHHOTO 3ab0NeBaHUsA, er0 MUMUKPUIO MOJ FMMNOKCUYECKU-
WweMnUYeckyto 3HuedanonaTuio HOBOPOXAEHHBIX U [ETCKUI LepebpanbHblii napanuy. CBOeBPEMEHHOCTb paHHel
AMArHoCTUKM W Havyana cneuuduyeckoi Tepanumu no3BoaseT [OOUTLCA YNYULIEHUS COCTOAHUA NALMUEHTOB.
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Glutaric aciduria type 1 - the mask cerebral palsy (case report)

D.V. I 2, G.E. Shcherbakov?, V.A. Duplishcheva?, S.A. Seregin’, D.D. Gaynetdinova*

IKhabarovsk Center for the Development of Psychology and Childhood “Psylogy”; 5a Tramvaynyy Proezd, Khabarovsk 680012, Russia;
2Far Eastern State Medical University, Ministry of Health of Russia; 35 Muravyova-Amurskogo St., Khabarovsk 680000, Russia;

3LLC “Clinic Expert Khabarovsk”; 20b Promyshlennaya St., Khabarovsk 680009, Russia;

YKazan State Medical University, Ministry of Health of Russia; 49 Butlerova St., Kazan 420012, Russia

Contacts: Dmitriy Vitalyevich I i.dima.email@gmail.com

We report an 8-year-old patient with glutaric aciduria type 1 associated with compound heterozygous mutations
€.1204C>T (p.Arg402Trp) and c.547C>T (p.Ser216Leu) in GCDH. Clinical case illustrates the difficulty in diagnosing this
hereditary disease, its mimicry of neonatal hypoxic-ischemic encephalopathy and cerebral palsy. The timeliness
of early diagnosis and initiation of specific therapy makes it possible to improve the condition of patients.
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Inytaposast auunypus 1-ro tuna (I'Al) (OMIM:
231670) — 31O HacJeNCTBEHHOE 3a00jicBaHNe OOMEHa Be-
IIECTB C ayTOCOMHO-PELIECCUBHBIM TUIIOM HAC/IEIOBaHUS,
BBI3bIBAEMOE TOMO3UTOTHBIMU MJIX KOMITayHI-I€TePO3UTOT-
HbIMU BapuaHTamu B reHe GCDH, pacrniofloxKeHHOM Ha Xpo-
Mocome 19p13.2 [1]. T1aToreHHbIe BapuaHThI B JAHHOM I'€He
MPUBOISIT K HEAOCTATOYHOCTU (pepmeHTa rmyTapui- KoA-
JIETUAPOTreHa3bl, yJacTBYIOIIErO B METabOIM3ME JIM3UHA,
TMIPOKCWIM3WHA 1 Tpuritodana [2]. I1pu HapyieHun Me-
TabOoIM3Ma TAaHHBIX AMUHOKHCJIOT B TIOAKOPKOBBIX CTPYKTY-
pax TOJIOBHOTO MO3ra IPOMCXOIUT HAKOIUIEHWE TTyTapyi-
KapHUTHHA, TJIYTapOBOM U 3-TMIPOKCUTITYTApOBOM KHUCIIOT,
KOTOpbIE UMEIOT CBOMCTBO HEMPOTOKCUYHOCTH [3].

B MupoBoii nomysiyu pacpocTpaHeHHOCTh TAl Ba-
pbupyeT ot 1 caydast Ha 30 ThIC. HOBOPOXKIEHHBIX 110 1 ciryyast
Ha 100—110 Teic. HOBopoXXAeHHBIX [4, 5]. B Yexuu u Hunep-
nmaHmax Al BcTpedaetcst pexke — 1 caydaii Ha 177 778 [6]
u | ciyyait Ha 200 ThIC. HOBOPOXKIEHHBIX COOTBETCTBEHHO [ 7],
B CaymoBcKoi ApaBUM YaCTOTa 3HAYMTEJILHO BhIIe — 1 ¢ity-
yaii Ha 18 877 HOBOpoXIeHHBIX [§]. B momynsiuysix amuiiei
U OIXKMOBE pacIpOCTPAaHEHHOCTh AOCTUTaeT 1 ciydas
Ha 300 HoBopoxkaeHHbIX [9]. B Poccuu TouHas pacmpo-
CTpaHEHHOCTb Heu3BecTHa, onucaH 51 mauueHT ¢ TAl
u3 49 cemeit. Haubosee yacTbIMU TaTOreHHBIMU BapriaHTaMU
BreHe GCDH y poccuiicKux MalyeHToB sBisitoTes ¢.1204C>T
(p.Arg402Trp) m ¢.1262C>T (p.Alad21Val) [5].

Knunnueckast kaptuHa ['A1 oueHb reTeporeHHa. Bol-
IensioT GopMy ¢ paHHEW (Do 6 JIeT) M IMo3mHeW (Tocie
6 1et) MaHudecTaleii 3adoaeBanus1. PanHee Hayaio Ja-
CTO CONPOBOXIAETCS HApYIIEHMEM MBIIIEYHOTO TOHYCA,
SMWISITUYECKUMHU TTPUCTYIIAMM U PETPECCOM Ipruodpe-
TeHHBIX HaBLIKOB [3]. B 11leloM KapTuHa yKJaabIBaeTcs
B paMKU KJIMHUYECKOI KaPTUHBI IETCKOTO 1IepeOpaTbHO-
ro mapanuya (JLIIT), ¢ ZJaHHBIM AMArHO30M UTUTEbHOE
BpeMst HabmonatoTcst MHorue aetu [10]. Ipu paHHeit ¢hop-
Mme I'A1 1e0roT 3a001eBaHMSI TPUXOAUTCS Ha TIEpBLIE 3 roaa
XKU3HU (¢ 3-ro mo 36-i Mecs), ¢ MPEeUMYIIECTBEHHBIM
TMOSIBJIECHMEM CMMIITOMOB B niepuon oT 6 1o 18 mec [4, 5].
OTMevatoTCs TPUITepHBIE (haKTOPhI, TAKME KaK JIMXOPAIKa,
MHGbEKIIMOHHBIE 3a00/IeBaHMs, BAKIIMHALIMS, TPABMBbI I'0JIO-
BBI WJTV OTTepaTUBHBIC BMelaTeTbeTia [4]. Okomno 80—90 %
JeTeii ¢ paHHUM HavyanaoM Al UCIBITalOT OCTPbIi dHLEda-
JIMYECKUIA KpU3, TprueM B 95 % ciiyuaeB — B TiepBbie 24 Mec
xku3HU. [TposiBieHus sHIIe(DATNIECKOro Kpu3a: pBoTa,
Jyapesi, SIMWIESTITUIEeCKIE IPUCTYIIbI, MbIILIEYHAs! TUTIOTO-
HUS, TUCTOHYS, yTHETCHUE COZHAHUS U METabOIMIEeCKUIA
amumoo3 [11—13].

Hnst TA1 ¢ mo3gHyM HavasioM (B riepurof ot 8 1o 71 roaa)
XapaKTepHBI CIEAYIOIIE CUMIITOMBI: XPOHUYECKHE TOJIOB-
HBbIe 6011, MakpoLedas, SIWIETICHs, TPEMOP U AEMEHIIMS
[4]. ¥ manueHTOB ¢ MO3OHUM HayaJloM JIydlle MPOrHO3
(KOTHUTUBHBIC U IBUTATEIbHBIE (PYHKIIMHA MOTYT TIOJTHOC-
THIO BOCCTAaHABJIMBAThCS ), YTO YKA3bIBACT HAa KOPPEJISLIMIO
Bo3pacTa MaHuGecTauuu 1 MporHo3sa [ 14].

Knunnueckue niposiBneHus npu I'Al: guctoHus, au-
3apTpusl, TeHepaJIM30BaHHAsl PUTHIHOCTD, OITMUCTOTOHYC,

SMWICNITUYECKIE TIPUCTYIIBI, PErpecc HaBBIKOB W/WJIN 3a-
JIePKKa TICUXOMOTOPHOTO pa3BUTHSI, MaKpoliehaus, re-
IaTOMETaJIusT; TI0 TaHHBIM MarHUTHO-PE30HAHCHOI TOMO-
rpadpuu (MPT) rosmoBHOro mo3sra oOHapy>XMBAIOTCS
JielikoaHledanonaTus, HEKpo3 0a3ajJbHBIX T'aHTJIUEB
U paclIMpeHue cybapaXHOUAAIbHBIX MPOCTPAHCTB, Mpe-
MMYIIECTBEHHO B TEMEHHO-BMCOYHBIX O0JIACTSX 3a CUET
arpoduu, uro popmupyeT MPT-Tnipu3HaK «HagKyLLIEHHO-
ro ssonoka» [1, 11, 15—17].

B kauectBe crierupuyeckoii repanuu Al mpumeHsi-
eTCsl AMeTa C HU3KUM collepxKaHeM JIM3MHA U 100aBJICHU -
eM JieBoKapHUTHHA [18]. ¥ GonblnHcTBa mauueHToB ¢ TA1
6e3 crelMdUIEecKOro JeYeHUs: OTMEUYAlOTCs Yallle SHIle-
dannueckre Kpu3bl, KOTOPbIe OTPULIATEILHO BIUSIOT Ha
TICUX0OpeYeBOe U MOTOPHOE pa3BUTHE pedeHkKa [19].

Benymumu merogamu nuarHoctuku Al saBasiroTcs
oIpefesieHe YpPOBHEl TTyTapoBOi U 3-TUAPOKCUTTyTa-
POBOIT KMCJIOT B MOY€ C IIOMOIIILIO T'a30BOI XpoMaTorpa-
¢uu, onpeneneHue rIyTapwIKapHUTHHA B CYyXUX ISATHAX
KPOBU METOJIOM TaHAEMHOM MacC-CIIEKTPOMETPHUH U CeK-
BeHupoBaHue reHa GCDH [20].

KnuHuyeckui cnyyai

Hlauyuenm A., pycckuii masvuux § sem, 6e3 omseoujer-
HO020 ceMeliH020 AHaMHe3a, POACOeH OM HeKPOGHOPOOCHEEH -
Hoeo 6paka, om I-il 6epemenHOoCmU, KOMOpas NPOMeKaia
Ha ghone XpoHuueckoil 6HympuympoOHol eunokcuu u gemo-
naayeHmapHoil HedocmamouHocmu, om I-x poooeé na 42-ii He-
dene; macca mena npu poxcoenuu — 2870 e, pocm — 54 cm,
ouyenka no wikane Aneap — 7/8 6annos. Ha 5-e cymku ycusnu
nepeeeder 6 omoeneHue NAmMoA0UU HOBOPOICOCHHbIX, NPU
nposedeHuu HelpocoHoepaguu oOHapyIceHsvl pacuiuperue
00K 08bIX HCeNY00UK08, NPUSHAKU HEe3PeA0CMU CIPYKMYp 20~
A08HO20 MO32a, nepusenmpukyiapuas setikonamus. Ilocae
NpoBedeHUsi CUMNMOMAMUYECKOU Mepanuu nayueHm Gvl-
nucau nod ambyaamopHoe Habarderue ¢ KAUHU4eckum oua-
eHozom: «Hamanvnas mpaema, keganrocemamoma npasoii
memenHOU Kocmu, yepebpanrvhas uuwemus 1l cmenenu, ény-
mpuxcenyoouxogoe kposousauanue I—I1 cmenenu». Momop-
HOe u ncuxopeuegoe passumiue 0bli0 CO02AACHO 803DACHHbBIM
Hopmam do 7 mec.

B 7 mec, cmos Ha KoaeHsx, ynaa Ha CHUHY U yOapuics
s3amolakom. Ha 6-ii denv nocae mpaemvt noseusoco nogvl-
weHue memnepamypsl meaa do 37,5 °C, pazeunace cepus
SNUAENMUMECKUX NPUCMYNO08, PeOEeHOK Obli 20CHUMAAUZUPO-
8aH 6 CMAUUOHAp no mecmy dcumenvscmea. Ilpu eocnumanu-
3ayuUU YyCMaHoener OuazHo3: «3aKkpuimas 4epenHo-mo3208as
mpaema, AUHEUHbLI nepeaom 3amblAOMHOU KOCHU CAe8a, YLD
20/108H020 Mo3ea aAeekoli cmenenu». Tlpu nposedenuu cnu-
DANbHOU KOMRBIOMEPHOL MOMOPApULU 20108H020 MO32a 00~
HapyjceHa cy00ypasvbHas eemamoma npagoi eemucgepol.
Tlayuenmy nposeau onepamusHoe aeuerue — yoaierue no-
docmpoii cy60ypanbHoil eemamombvl NPA8o2O NOAYULAPUSL 20~
AN08HO20 M0O32a uepe3 ppesesvie omeepcmus. Ha 7-e cymiu
00HAPYIHCEHbI HECOCMOAMENbHOCMb NOCACONEPAUUOHHO20
pybua u pazeumiie @ MmemMeHHO-3aMbLAOYHOI 004ACMU AUKBO-
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peu, 8 c653U ¢ uem Oblaa NPo8edeHa NOGMOPHAsL ONePAyUsl —
00pabomixa nNocAeonepauUoOHHbIX PaH ¢ NAACMUKOI OegheKkmoe
MSAKUX MKaHell, HA3HAYeHa aHMUOAKMepUaIbHas mepanust
BAHKOMUUUHOM C NOAONCUMEAbHBIM Ihekmom.

B 9 mec nosguaucy eunepkuHesol 6epXHUX KOHEUHOCMell,
Ha3HaveHo Helipomemaboauueckoe neuerue — oe3 agpghexma.
B 11 mec nayuenm npoxoodun ¢usuueckyio peabusumayuro,
Komopas He dana 3gpghexma.

B 6o3pacme 1 eoda 1 mec nposedena cnupaivHas Kom-
nblomepHas Mmomozpaus 20408H020 M032d, 0OHAPYICEHA
XpoHuueckas cyodypanvras eemamoma. Ilayuenm nanpaenen
HA 20CNUMANU3ayuio 8 Helipoxupypeuteckoe omoeaenue, npo-
ONepupoBaH U 8blNUCAH 8 YO08AEMEOPUMEAbHOM COCIOSHUU.
Yepes 2 ned nocae onepamugHo2o AeHeHuUs NOSGUAUCH INU30-
Obl 3anpoKUCbIBAHUSL 20/106bL, BbI2UOAHUS MEAd C MOHUMECKUM
Hanpsxcenuem. Hasnauena anmusnusenmuueckas mepanus
8ANBNPOEBOI KUCAOMOIL, pedeHOK Haba0ancs y Heepoaoea
no mecmy scumenvcmea ¢ AT u snusencueii. Peabusuma-
YUOHHAsA mepanus, nposedeHnas 8 1200 4 mec u 6 1200 5 mec,
He umena noaoJcumenvHoeo spgexma.

B 1200 7 mec pebeHok 2ocnumanu3uposaH 6 Heepoaoeu-
Yeckoe omoeneHue o MeCmy JCUMenbCmea U 8nepevle 0CMo-
mpen epauom-eeHemukom. B 1 200 11 mec npu nposedenuu
MPT 201061020 MO32a 0OHAPYI’CEHA YMEPEHHASI CMEULAHHASA
acummempuunas eudpoueghaaus. B mom xce eo3pacme npo-
8edeHbl AHAAU3 KDPOBU MemodoM MAaHOeMHO macc-
CHeKmpoMempuY U aHAAU3 MOUU MEMOOOM 2a3080i XpoMamo-
gpaghuu, ommeueHvl NOBbLUUEHHbIE YPOBHU 2AYMAPUIKAPHUMUHA
8 kposu (3,444 mxmonv/n npu nHopme 0—0,4 mkmonwv/n) u eny-
mapogoil Kuciomoi 6 moye (2852,46 mM/M). Ilocae noayuenus
Pe3yAbmamos MaHOeMHOU MAcCc-CREKMPOMEMPUU U 2a30801i
Xpomamoepaguu nposedeHo NOAHOE CEeKB8EHUPOBAHUE 2eHd
GCDH, 20e Obiau o6HapyiceHvl eapuanmol 8 10-m 3K30He
(c.1204C>T (p.Arg402Trp), NM_000159.2) 6 ecemeposucom-
HOM COCMOSIHUU (MymAaylsi ONUCAHA KaK Namo2eHHas 6 6a3ax
OMIM, Invitae, GeneReviews, Baylor Genetics, Fulgent
Genetics, Integrated Genetics/Laboratory Corporation
of America, lllumnia Clinical Service Laboratory) u 6 4-m 3x30-
He (¢.547C>T (p.Ser216Leu), NM_000159.2) 6 cemeposuzom-
HOM coCmosHuU (Mymauus He ONUCAHA 8 MeXCOYHAPOOHbIX 6a-
3ax). Ilocae awnaauza ceepecauyuu 6 cemve Memooom
cekeenuposanusi no Caneepy y npobanda noomeepicoeHo
Haauyue KOMHAYHO-2emepo3ueomHo20 COCMOSHUS 8 2eHe
GCDH, a kaxcobtii u3 pooumeneii A8A591C5 2emMepo3UOMHbIM
Hocumenem 00HO20 U3 GblAGACHHBIX NAMOLEHHbIX 8APUAHMOE
CO0MBEeMCMeEeHHO.

B 2 200a 6 mec Ha 0CHOBAHUU KAUHUYMECKOL KAPMUHDbL,
DPe3yAbmamos 1abopamopHsiX Memooos Uccae008aHUs U MO-
NEKYASAPHO-2eHeMU4ecK020 aHaAU3a ycmaroener ouaernos 1A 1.
Hasznauenvr nuskobenkosas duema, « Hympueen 40 -trp -lys»,
NeBOKAPHUMUH, KAOHA3eNnaM, OaKaopeHr, ommeHena 6aibnpoe-
6as kucaoma. Ha ¢ghone nposooumoeo neuenuss ommeuanrace
ROAONCUMENbHAS. OUHAMUKA 6 8UOe YMEeHbULeHUsT CRACHUY-
Hocmu, yayuuieHus ooujeeo cocmosiHus. B 2 eoda 6 mec npo-
8€0eHO YAbMPAa38yK080e UCCAe008AHUE 0P2AHO8 OPHOUHOIL
nosocmu — 6e3 namoao2uu.

B 3 200a 9 mec npogeden eudeoarexkmposnyeghanoepaghu-
YecKUll MOHUMOPUHe OHeBH020 CHA: NPU 3aCbINAHUU HA (hoHe
yeeauueHus MeoaeHHOB0AH08020 Jeabma-mema-ouana3ona
8 1€6011 3aMbLA0YHO-BUCOYHOL U NPABOLL NOOHO-UEHMPANbHOU
obaacmsx 3apeeucmpuposanbl 00UHOUHbLe nPobe2u KOMNAEK -
coé ocmpas—meoneHHas eoana. Ilpodoaxcennas pecuonans-
Has U 2eHeparu308aHHAsl dNUAeNMU4ecKas aKkmueHoCmMy He
aviaenena. MPT con06H020 mo3ea 6 3 2oda 9 mec: 100HO-me-
MEHHO-8UCOUHAS ampous, pacuiupeHue yucmepH mosea,
obunamepanvHvie 30HbL NOPAXNCeHUs 0A3ANbHbIX 2aHeAUes
U NPOBOOAWUX NYMell C pACNPOCMPAHEHUeM HA NePUBCHMPU-
KyaspHoe benoe 8euecmao U CeMUuo8aibHble YeHmpbl, 30Hbl
KUCMO3HO-2AUO03HOU MPAaHC@OpMayuy 8eujecmeda Mo3ea
8 napacazummanbHulx 0moenax memeHHbIX pecuoHos (2pyoo
8bIPAdICEHbL 8 NPABOLL MeMeHHOU doe), paculuperue AUKEop-
HbIX NPOCMPAHCME Knepeou 0m 8UCOUHbIX 00eil U CUNbBUEBbIX
weneil (NPU3HAK «HAOKYUIEHHO20 A0A0Ka» ), ACUMMEMPUUHOe
pacuiuperie 60K08bIX Jceay00uK08 (CM. PUCYHOK).

ITlpu ocmompe 6 4 200a 5 mec ommeuaruco ocobenHocmu
tenomuna: makpoueghanrus, doruxoyeparuueckasn opma
2010801 (OKpYdIcHOCMb 54 M), MOHKUE 2Y0bl, C2AANCEHHOCMb
npaegoil Hoco2yoHoI CKAA0KU, OUCNAACMUYHbIE YUIHblE PAKO-
BUHbBL U BbICOKUIL c800 MmEepioeo HéOa. B Hegposoeuueckom
cmamyce: e10Mo4Hble U HeOHble peqhieKCbl 0HCUBAEHDL, CANU-
sauus ycuneHna, nonepxusaemcs. Tunompoghus mvluiy 93vika.
CnabononoxcumensvHble namoao2uyeckue Kucmeawle 3HaKu.
JleucamenvHble HABBIKU: 20108y 0epICUM HEYBEPEHHO, Nepeso-
Dpauusaemcs ¢ JICUeoma Ha CNUHy, 6CmMaem HA KOAeHU U Nbi-
maemcsi OMMAiKueamscs, He cuoum, npu 6epMuKaIu3ayuu
Onopsl Ha Ho2u Hem, noodxcumaem Hoeu. Moiuieunbiii moHyc
8 6ePXHUX KOHEYHOCIMAX. MblULeYHAs 2UNOMOHUSL C INeMEeHMa-
MU OUCMOHUU, 8 HUNCHUX KOHEUHOCMSAX MOHYC NOBblUUEeH NO
cnacmuueckomy muny, 6oavuie cnpasa. 3ampyoHeHo omae-
deHue 1e60il Hoel, Hoea NpusedeHa K npasoll (8bl8UX 8 MA30-
bedperrom cycmase). CyxoxucunvbHble peghaeKcol 0J4CUBAeHbl,
0e3 uemkolil pasHuybt cmopoH. Peguerxc baburnckoeo c 2 cmo-
pon. ObpauieHHyr0 peub NOHUMAem, OKPYICAIOWUM UHMepe-
cyemcs, CA08APHbIL 3aNAC COCMABAsiem 0K0A0 7 CA08, HA
KapmuHKax y3Haem JHCUGOMHbIX.

Ocmomp ncuxuampom 6 7.1em: YyMCIMEeHHAs: OMCMAA0Cmb
VMepeHHAs, CO 3HAYUMENbHbIMU HAPYUWEHUAMU NOBeOeHUs.
Cneyuguueckoe paccmpoiicmeo pazgumusi peu U 13vlKa ms-
acenoti cmenenu. Ocmomp opmonedom 6 7 anem: napasumu-
yeckuli ckoauo3 11 cmenenu, evieux n1e6020 mazobedpeHHo20
cycmasa, MHOJCeCmEeHHble CMeUulaHHble KOHMPaKmypbl ma-
300€0peHHbIX, KONCHHbIX, 20AeHOCMONHBIX CYCMAB08, IKEU-
HoeanveycHas deghopmayus 1601l CMonbl, IKEUHOBAPYCHAA
deghopmauyus npasoil cmonbl.

Ocmomp ogpmanvmonoeom 8 7 nem: yacmuuras ampopus
3pUMeENbHbIX HeP8os.

Hesponaoeuueckuii cmamyc 6 7 aem: pebeHOK 6 CO3HAHUU,
Ha ocmomp peazupyem adexeamHo. Jlocmynen KOHMAaKmy
gopmanvro. Ha obpawenue peazupyem. 3pumenvHuiil KOH-
maKm HenoCMOoSHHbLIL. IMOUUOHANbHBIE peaKyull 1a0UIbHbLe.
B okpyacarowem opuenmupoean. Hmnpeccusnas peus: no-
HUMaHUue ObIMOBbIX KOMAHO. DKcnpeccugHas peuv: 38YKU,
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Pe3y/1bmamb1 MlleHllmHO—peS’OH(ZHCHOﬁ mwvtozpaqbuu 20/106H020 M032a nayueHima A.

Results of magnetic resonance imaging of the brain of patient A.

caoeu, eokaruzayuu. Hem naevicos camoobeayycusanust.
Humennexmyanvhoe pazeumue epy6o chuxicero. Oouemoseo-
60Ul U MEHUH2eANbHOI CUMNMOMAMUKU HA MOMEHIM 0CMOMpPa
nem. Tonosa doauxoyeganuueckoii hopmot. Yepentoie Hepeui:
2/1a3Hble Weal CUMMempPUYHble, O8UNCEHUE 2AA3HbIX 010K
6 NOAHOM 00BeMe, HUCazMa Hem, cmpadu3ma Hem, KOHeep-
eeHyusi docmamounas. 3pauku oKpyenoi popmol, pagHole,
PeaKyus 3pauKoe Ha ceem NPSIMAsL U COOPYHCeCMBEHHAsL, HCU -
8as. Jluuo acummempuuroe, mumura xcusas. Cayx cydsex-
mueHo coxpareH. f3vik no cpedueii aunuu. Hebuwiii u eno-
mouHvle pegaexcol ncusvie. DacyuKyrsyuil 13vika Hem.
Mbiueunviii monyc nogvluleH N0 CRACMU4ECKOMY MUny, me-
mpanape3. CyxoxcunbHvle pepaekcol 0JCUBACHbL, PAGHbIE,
namosoeuyeckue 3HaKu — peghaexcol baburckoeo ¢ 2 cmopon.
Tunepkunesvt KoneuHocmeil, NPeUMyU,eCMEEHHO GEPXHUX.
bonesas wyscmeumenvrocms coxpanena. Koopounamopnas
chepa: svipancennas amakcus. Tazoevie QynKyuu He KoH-
mpoaupyem.

Ilayuenm npodoaxcaem noayuams cneyuguueckyro me-
panuio, Ha (poHe NPOBOOUMO0 Ae4eHUsl He HADA0aemcs SH-
yeghanuueckux Kpuzos.

MOXXHO MPEATONOXHUTh, YTO TPUTTEPHBIM (PaKTOpPOM
Je0roTa 3a00J1eBaHMS Y OIIMCAHHOTO HaMM TTallMeHTa cTa-
JIa 9YepermHo-Mo3roBast TpaBMa. CTOUT OTMETHUTb, UTO CY-
IIECTBYET MpeAIoJaracMblii TaTOreHe3 BOSHUKHOBEHUS
remMaroM y nauueHToB ¢ [Al 13-3a TOKCUYECKOTO BIMSIHUS
MeTabOoJIUTOB Ha apTEPUOJIbI, KOTOPOE IIPUBOIUT K MX pac-
IIMPEHMIO, YBEIMICHUIO KPOBEHATIOJTHEHUSI, Y BCIICACTBUE

ayTopery/IsIluM 1 Iepdy3MOHHOTO NaBICHUS ITOBBIILIAETCS
PUCK KpOBOU3IUSIHUIN B Bo3dpacte 13—24 mec [21].
ITo naHHBIM JTUTEPaTypPhI, YACTOTA OCTPBIX M XPOHUUIESCKUX
cyOnypanbHbIX remMaToM y maureHToB ¢ [Al cocrasisier
20—30 % [22]. XpoHU4eCcKre TeMaToOMbl CUMTAIOTCS OMHUM
U3 cneuuduueckux npusHakos mpu TAl [23].

OTcyTcTBUE SIPKUX (PEHOTUIMYECKMX MPOSIBICHUIMA
y nauueHToB ¢ [Al 3aTpyaHSIET paHHIOI THUATHOCTUKY.
YcraHoBneHue quarHosa Al ocioXHSIETCs ee YacTol Mu-
mukpueit o JLIIT [10, 24]. Boablioe KOJIUYECTBO UC-
CJIeIOBaHUIA YOSIUTEIEHO OTMEUAIOT BKJIa T€HETUIECKUX
dakropoB B atuosoruto LI, Kinaccuueckum noarsepxiae-
HUEM SIBJISIETCsI 00Jiee BRICOKUI (IPUMEPHO B 2,5 pa3a) puck
poxnaenust aeteit ¢ JILITT B KpoBHOPOACTBEHHBIX CEMBSIX [25].
IIpeanonaraercs, 4To reHeTUYECKUE U MeTabOIMIECKIIE 3a-
00JIeBaHUST TOJDKHBI OBITh MCKITIOYEHBI 10 YCTAHOBJICHUS
muarHosa ALIT. OgHako KOMIUIEKCHOE TeHETMYECKOe 00-
cnenoBaHue nanveHToB ¢ LI npoBoouTcs penko, eciun
BOOOIIIE Koraa-a1uo6o npoBoauTcs. MHCTpyMeHTaIbHbIE Me-
TOJIbI HEMPOBU3YAIU3ALIMM MOTYT 3aITOI03PUTh TEHETUUYECKYIO
TaTOJIOTHIO, HO JII TOYHOM TUAarHOCTUKM HEOOXOAMMO TIPO-
BOIUTB TIIATENIbHBIN aHAJI3 KIIMHUYECKOM KapTHHBI, aHAM-
He3a, Pe3yJIBTaToB JIA00PATOPHBIX M MOJIEKY/ISIPHO-TEHETH -
YECKUX UCCIIETOBAHMIA.

DryrapoBast atuaypus 1-ro TMna HepeaKo MUMUKPH-
pYET MOJ pa3jIudyHble HEBPOJOTHYECKUE 3a00JIeBaHMSI,
B ToM uncie LTI, yTo cmocoOCcTByeT HECBOEBPEMEHHOMY
YCTaHOBJICHUIO TUArHO3a. DTO MPUBOAMT K OTCPOUYECHHOMY
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HepBHo-mbiweyHbie 5OJIE3HH

Havajty crnelnrruIecKou Tepanuu 1 yCyryoJiseT MporHo3
U TeyeHue Oose3Hu. HecrmenmmduIHOCTh CUMIITOMATUKK
U Majiasi THOOPMUPOBAaHHOCTh Bpadeil B OTHOIIEHUH TaH-
HO¥ MaTOJIOTUM MPUBOIAIT K MpodyieMaM B AU hepeHLI-
aJIbHOM TMATHOCTHUKE, YTO BElET K MHBATMIU3ALIMY U JaKe

cMepTH maureHToB. BHeapenue ¢ 2023 1. mporpaMMBbl pac-
IIMPEHHOTO HEOHATaIbHOTO CKPUHMHTA B Poccuu 1mo3Bo-

JIUT CBOEBPEMEHHO NJMAarHOCTUPOBATh IAl Y nNanneHTOB
1 CYIIECTBEHHO BJIMATH Ha MoOKas3aTeJIn paHHCfI WHBaJIn-
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