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0O6ocHoBaHue. MuUToXxoHApnaabHasi MmonaTus, 06yC/0BEHHas MyTauMsMU B reHe, KOAMPYLWeEM MUTOXOHAPMa bHbI
pepMeHT TUMUAMHKUHA3Y-2, pacrnosioeHHoM Ha 16-i xpomocome B Jiokyce 16q21 (ganee TK2-accouumpoBaHHas
MUTOXOHApPHanbHast muonatus, OMIM: #609560), — 3710 peavaiiuas ayToOCOMHO-peLeCCUBHas FreHeTMYeCcKas naTosorus,
XapaKTepusyroujasics HapylleHUeM perinkaLmm MUTOXOHAPHaIbHON 4e30KCMPUBOHYKIeMHOBONU KucioTbl (MTAHK) ¢ pas-
BUTUEM CMEKTPA KIMHMUYECKUX POSBAEHMI, C BEAYLUNM B KIIMHUKE MMONATMYECKUM CUHAPOMOM. BaxHa paHHss AnarHo-
CTMKa 3ab60/1eBaHUsi BBMAY HaINYUsi MaTOreHEeTUYECKOro e4eHuns: gotaumm crneymann3npoBaHHbIX MPOAYKTOB NUTaHMS,
cofepKalunx Je30KCMHYK1e03nabl. OnncaHue KIMHMYECKOro ciy4vas. B ctatbe npeacraB/ieHa KIMHMYECKas KapTuHa
maaaeH4yeckon ¢popmbl TK2-accoumMmMpoBaHHON MUTOXOHAPMAbHOM MuonaTumn y AeBoYyku M., 7,5 mec, HabawoaatoLencs
B 'bY3 HO «/[leTckas ropoacKas KnnHndeckas 6oabHnua N2 1» r. HuxxkHero HoBropoga. Pe6eHoOK OT TpeTbel 6epeMeHHOCTH,
BTOPbIX AOMALIHUX POAOB. [0 2 Mec MeANLUMHCKMMHM crielnanncTamm JeBoYKa He Haboganack. [Jo 5 mec ncuxomotopHoe
pa3BuTHE COOTBETCTBOBAJIO BO3PAaCTHbIM HopMaTnBaMm. 3abosieBaHme 4e6i0TMPOBasio ¢ 5 Mec ¢ HapylueHUI BCKapM/nBa-
HuMs, noTepu B Macce Tena, GopMmMpoBaHM1sl MbILLEYHOM c1aboCTH, NOTEPHU BO3PACTHbIX HaBbIKOB. layneHTKa rocnutanim-
3upoBaHa B BO3pacTe 7,5 Mec B TAKEeJIOM COCTOSIHUN: agnHamus, apedaeKcus, aToHus, optaabmonapes, 4aCTU4HbIA NT03,
KAMHUKa 6ynb6apHOro 1 nceshobynbb6apHoro CMHAPOMOB, renarocnieHoMeraiuns, NCMXOMOTOPHbIE HaBblKM OTCYTCTBYIOT.
0O6cnegoBaHme BbISIBMIO BblpaxKeHHbIE NPU3HaKN CUHAPOMa LUMTOAN3a M pabgoMMoIn3a, NPeXoasLyyto runepaakTateMumio,
KapAnOMUONaTHIo, MPM3HaKM aTpoduu Kopbl roJ10BHOro Mo3ara. [narHo3 TK2-accoynmpoBaHHOM MUTOXOHAPHUAIbHOM MUO-
natum noATBEPKAEH MONEKYNSAPHO-reHETUYECKUM MCCe[0BaHUEM: BbiSiB/IEHbI ABE MaToOreHHble MyTauuu B KOMMNayHA-
reTepo3nroTHOM COCTOSIHMM B 9K30Hax 2 n 6 reHa TK2 (c.144_145delGA, p.(Lys50llefsTer99) u ¢.416C>T, p.(Ala139Val)
COOTBETCTBEHHO), aCCOLMMPOBAHHbIE C pa3BUTUEM AaHHOro 3aboneBaHus. MyTauuu BaauampoBaHbl C MOMOLbIO CEK-
BeHupoBaHus no CeHrepy «1puo». B 8 mec pebeHKy Ha3HadyeHa crneumann3mpoBaHHas AneTa C MoBbILLEHHbIM COAep-
KaHnem Ae30KCUHYKNeo3naoB (TMMUAMH, AE30KCULMUTHAMH), Ha (GOHEe KOTOPOK OTMevyeHa cTabuan3aunsi COCTOSHMS.
3akntoyeHmne. OCO6EHHOCTbLIO JaHHOIO KJIMHMYECKOro cayyas sBAseTcs 3anosganas AuarHoctTmka 3aboseBaHns B CBA3U
C N034HUM 06palleHneM poanTenen pebeHKa 3a MeAULIMHCKOM MOMOLLbIO OT MOMeEHTa AebtoTa 3ab60/1eBaHMs, 4TO OTCPO-
YMI0 Ha3HaYeHUe naToreHeTMYecKon Tepanuun. NayneHTKe NnoKalaHo NOXM3HEHHOEe NPUMEeHEeHUe crneunann3npoBaHHomM
Aaunetsl. [IporHo3 npm gaHHOM 3a60/1eBaHMM CEPbESHbIN BBUAY BbICOKON BEPOSATHOCTM Pa3BUTHS AblXaTe/bHbIX HapyLUEHWU.
Heobxoamma HaCTOPOXXEHHOCTb NeAMaTPOB B N1aHe paHHEero BbiIBAEHUS 0p@aHHOM NaTonornm npu Haamdyum cuHapoma
«BSI/IOro pebeHKan.

KnioyeBble cnoBa: JeTU, KIMHMYECKUI ciyqan, reH TK2, TK2-accounmnpoBaHHash MMTOXOHAPMa bHas MMonaTus, MaageH-
yeckasi popma, Tepanms AE30KCUHYKIe03naamm
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OBOCHOBAHME TUMUAMHKKMHA3bI-2 (TK2). deduunt paHHoro depmeHTa
MuToXxoHApHanbHaa MMUoOMaTus, acCoLMMpPOBaH- NPMBOANT K HapylleHWto 06pa30BaHUA MUTOXOHAPUASb-
Has ¢ MyTauusiMKM reHa TUMWAWMHKUMHa3bI-2 (oanee TK2- HOW OEe30KCUPUBOHYKNEenHoBoW Kucnotbl (MTAHK) ¢ nocne-
accoumMnpoBaHHass MUTOXoHApuanbHas muonatusa, OMIM: ayouwmm passutrem uctoweHusa MTAHK w/unu geneunn
#609560) — 9TO0 ayTOCOMHO-PELECCMBHOE MOHOrEeHHOoEe MTAHK ¥ MynbTUCUCTEMHBIM MOPaX}EeHWEM OpPraHoB U TKa-

3a6oneBaHue, 06YyCNOBAEHHOE MyTauMsMU B SAEPHOM HEN C BeAyLWMM B KIMHUKE MWOMNATUYECKUM CWUHAPOMOM.
reHome B reHe TK2, Koaupylolwem CcuUHTe3 depMmeHTa TK2-accounnpoBaHHas MWTOXOHAPUWaAbHaaA MuonaTUsa —



3T0 €eJMHCTBEHHOe MWTOXOHApPWanbHoe 3aboneBaHue,
npu KOTOPOM CyLIECTBYET NaToreHeTu4ecKas Tepanus.
MoTeHunanbHaa KypabenbHoCcTb TK2-accounnpoBaHHOM
MUTOXOHAPWaNbHOM MuonaTum obycnoBnnBaeT Heobxoau-
MOCTb 3HaKoOMCTBa NeaMaTpoB C JaHHbIM 3a6oneBaHWEM
N5 CBOEBPEMEHHOI0 BbIiIBieHMS naTonoruu [1-3].

UcTopuyeckas cnpaBKa

[lepBoe ynomuHaHue B HayydHOW nuTepatype o TK2-
acCOLMMPOBAHHON MWUTOXOHAPWANIbHOM MMOMATUKM OTHO-
cutesa K 2001 r., korga B ctatbe A. Saad u coaBT. 6bl/K
npeactaBneHbl 4 pebeHKa W3 pas3HblIX CEMEN, Tpoe
M3 KOTOPbIX OTHOCWIIUCL K apabam-mycylbMaHam, a OAuH
— K eBpesiM-alllkeHasn. Y Bcex nauueHToB 3ab6oneBaHue
nebTMpoBano B Bo3pacTte OT 6 40 36 MeC U3HU U NPOSB-
NIAN0Chb TAXKENbIM MPOrpeccupyoLiMM MMONaTUYECKUM CHUH-
[IPOMOM C NOCAeAYLNM Pa3BUTUEM aguHAMKK, NPU 3TOM
B MaTO/IONMYECKUIM Npouecc He GbliM BOBJIEYEHDI Apyrue
opraHbl n cuctemsbl [4, 5]. JlabopaTopHO AaHHasA KAUMHUKA
COMpoBOXAanacb MNOBblWEHMEM KpeaTUHPOCHOKUHA3DI
(KPK) B 6-13 pa3 OTHOCUTENbHO HOPMbl U HOPMasbHbIM
WNW cnerka noBbllEHHbIM YPOBHEM NaKTata Kposu. [iBoe
nauMeHToB norn6nam B Bo3pacte 1,5 n 4 net npum Hapac-
TaHMM CUMNTOMOB [JbIXaTe/bHOW HEJOCTAaTOYHOCTH, a IBYM
neTam notpeboBanacb UCKYCCTBEHHAA BEHTUNALMSA NETKUX
B BO3pacTe 3 neT. B MbllEeYHOM TKaHW y NnaumeHToB 6bi10
06HapYXeHO CHWKeHne depMeHTaTMBHOW aKTUBHOCTH |,
I, IV 1 V KOMNNEKCOB AblXxaTeNbHOW LENU MUTOXOHAPWUH,
Koanpyembix MTAHK. Y 60/bHbIX OTCYTCTBOBaAM MyTaLWu

B MWTOXOHAPMWANbLHOM FeHome, HO Gbln HalAEeHbl FrOMO-
3UrOTHbIE MyTalUMK B S1EPHOM FEHOME B reHe, KoaAupyto-
uem cuHTes pepmeHTa TK2. AKTUBHOCTb 3TOro GepMeHTa
y NauMeHTOB 6blfla Pe3Ko CHUKeHa (A0 14-45%) oTHOCH-
TeNbHO ero cpeiHero ypoBHS y 340POBbIX 1t01eN KOHTPO/b-
HOW rpynnbl [4].

B nocnegywoume rogbl NpoBOAWIMCH MCCNELOBaHMS,
nocesillleHHble TK2-accoumnpoBaHHOM Muonatuun. bbinun
npoaHann3MpoBaHbl CTPYKTYpa M GYHKUMM MWUTOXOHIPW-
anbHoro ¢epmeHTa TK2, ero ponb B pOPMMUPOBAHUU CUH-
apoma uctowenns MTAHK. Bbinv onucaHbl HOBble Chy-
yau TK2-accoumMmpoBaHHOW MUTOXOHAPWANbHOM MUOMaTUK
C pas3nuyHbiM BpemeHeM [febtoTa 3a6oneBaHus, onpe-
AeneH crnekTp GEeHOTUMUYECKUX NPOSBAEHUH NaTONOrMUM
y MauueHToB pas3Horo Bo3pacTta [5-7]. B 2019 r. 6bina
ony6nnKkoBaHa paboTa UCNaHCKKUX uccneaoBaTenei ¢ npea-
CTaB/IEHNEM KJIMHUKO-TEHETUYECKNX OCOBGEHHOCTEN Teye-
HMa TK2-accoumMmMpoBaHHOM MUTOXOHAPMANbHOW MUOMNaTUK
€ NO3[IHMM Ha4vanom y 18 nauneHToB U NpoaHaIn3MpPoOBaHbI
[laHHble NMTepaTypbl C ONUCAHWEM MOAOGHbIX KIMHUYECKUX
cnyyaes [8].

B Poccun nepBoe ynoMuHaHWe B MeAWUMHCKOW nuTe-
paType 0 nauueHtax ¢ TK2-accouMMpoBaHHOM MWUTOXOH-
ApuanbHOM muonatven oTHocuTca K 2019 r. [2]. Bbiun
npeacTaB/eHbl KIMHWYECKWE, NabopaTopHble, MONEKYNsap-
HO-TEHETUMYECKME OCOBEHHOCTM TeyeHus 3abonieBaHus,
a Takke audodepeHuUManbHO-AMAarHOCTUYECKUE OTINYNS
3TON MUTOXOHAPUANbHOW NATOIOrMK OT CMIMHANBHON MblLLEY-
Houn aTpodumm (CMA) [2, 6].
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Background. Mitochondrial myopathy caused by mutations in the gene encoding the mitochondrial enzyme thymidine kinase-2,
located on chromosome 16 at locus 16q21 (hereinafter TK2-associated mitochondrial myopathy, OMIM: #609560), is a rare
autosomal recessive genetic pathology characterized by impaired replication of mitochondrial deoxyribonucleic acid (mtDNA) with
the development of the range of clinical manifestations, with the leading myopathic syndrome. Early diagnosis of the disease is
important because there is a pathogenetic treatment in the form of the use of specialized foods containing deoxynucleosides.
Case report. The article presents the clinical features of the infantile form of TK2-associated mitochondrial myopathy in a
7.5-month-old girl. This girl M. is being observed at the Children’s Municipal Clinical Hospital N° 1 in Nizhny Novgorod. The child
was born from the fourth pregnancy and the third home birth. The girl was not observed by medical specialists for up to 2 months.
The girl’s psychomotor development corresponded to age standards up to the age of 5 months. The disease debuted at 5 months
of age with breastfeeding disorders, weight loss, muscle weakness, and loss of age-related skills. The patient was hospitalized
at the age of 7.5 months in a severe condition: adynamia, areflexia, atony, ophthalmoparesis, partial ptosis, clinic of bulbar and
pseudobulbar syndromes, hepatosplenomegaly, no psychomotor skills. The examination revealed syndromes such as severe
cytolysis and rhabdomyolysis, transient hyperlactatemia, cardiomyopathy, and signs of cerebral cortex atrophy. The diagnosis of
TK2-associated mitochondrial myopathy was confirmed by a molecular genetic study. Two pathogenic mutations in the compound
heterozygous state were identified in exons 2 and 6 of the TK2 gene (c.144_145delGA, p.(Lys50IllefsTer99) and c¢.416C>T,
p.(Ala139Val), respectively) associated with this disease. The mutations were validated using Sanger “trio” sequencing. The child
was prescribed a specialized diet with a high content of deoxynucleosides (thymidine, deoxycytidine) at the age of 8 months,
against which background the condition stabilization was noted. Conclusion. The delayed disease diagnosis due to the late
parents’ appeal for medical help from the moment of the disease onset with the belated appointment of pathogenetic therapy as
the result, makes this clinical case special. The patient is prescribed lifelong use of a specialized diet. Due to the high probability
of developing respiratory disorders the prognosis for this disease is doubtful. Pediatricians need to be vigilant in early detection
of orphan pathology terms in the presence of “floppy infant syndrome*.
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Anuagemuonorua

TK2-accoumnpoBaHHass MUTOXOHAPUaNbHas MuonaTus
ABNAETCS peaKkum 3ab6oneBaHWemM — TOYHas pacrnpocTpa-
HEHHOCTb B Mupe U B Poccumn HemsBecTHa. Bcero B mupe
onucaHo okono 120-150 cny4yaeB gaHHOM natonoruu [2, 5].
B Poccun, no ceepgeHnam PrBHY «Megunko-reHeTMyecKkuni
Hay4HbIW LeHTp (MIMHL) nm. akaa. H.MN. boykoBa» Ha 2024 T,
M3BECTHO 06 11 HEPOACTBEHHLIX CEMbSX, B KOTOPbIX €CTb
nauueHTbl ¢ TK2-accouMMpOBaHHOM MMUTOXOHApPWATbHOM
MWOMNAaTMEN, a BCErO B HalllEW CTPaHe HacYUTbIBAETCs OKO0
20 60nbHbIX ¢ gaHHOW naTtonormen [2]. OgHako aHanmn3 6a3
[JaHHbIX Pe3ynbTaToB MO/HO3K30MHOIO0 CEKBEHMPOBaHUSA
150 nauMeHToB C HENPOMbIWEYHLIMW, HEBPOOrMYECKH-
MW 3a60/IEBAHNSIMM U MATONOrMEN CKeneTa, NPOBEAEHHbIN
B 2024 r. B ®IrBHY «MI'HL, um. akaa. H.MN. BoykoBa», BbIf-
BMN 9 reTepo3nroTHblX HOCUTENEW NAaTOreHHbIX U BeponT-
HO-NaTOreHHbIX MyTauui B reHe TK2, a pacyeTHasa YactoTa
3aboneBaHus coctaBuna 1: 563 900 [2]. Paa uccnenosate-
Ne CKNOHSIOTCS K TOMY, YTO MCTMHHAs YacToTa BCTpeYyaemo-
cTn TK2-accoummpoBaHHOM MWTOXOHAPMANbHOM MUOMaTUM
ocTaeTcsl HeJOOLLEHEHHON, TaK KaK ntoau ¢ AebtoToM 3ab0-
fleBaHns B NoJPOCTKOBOM M B3POC/IOM BO3pacTe, KaK npa-
BWJ10, UMEIOT 6o/1ee nnerkoe TeyeHne 3aboneBaHus, U JaHHas
naTosorns MoxeT O6biTb HE AnarHocTupoBaHa [5]. CTpagatb
3TOM 60/1€3HbI0 MOTYT JIOAM NOO6OM HAaLMOHaNbHOCTH [7].

dtMonorus M  nartoreHes. Pazgutne TK2-
accoLUMMPOBaAHHOW MUTOXOHAPUANbHOW MUONatum 06ycnoB-
NIeHO MyTauuaMK B SAEPHOM reHe TUMUAMHKMHA3bI-2 (FreH
TK2), pacnonoxeHHoM Ha 16- xpoMmocoMe B NloKyce 16921
[2, 9, 10]. TeH TK2 cocTtouT 13 10 3k30HOB 1 42 410 nap
HYK/IEOTUAHbIX OCHOBaHMWMW. [laToreHHble MyTauuu MOryT
6bITb HanMAeHbl B Nt060M 13 3TMx 10 3K30HOB, HO Yalwe —
B 9K30Hax 5 1 8. HacnepgosaHue 3aboneBaHns — ayTOCOM-
Ho-peueccuBHoOe [2, 3, 7]. K HacTosAweMy MOMEHTY OnucaHbl
6onee 70 matoreHHbIX MyTauumn reHa TK2, accoummpoBaH-
HbIX C pa3BUTUEM paccMmaTpmMBaeMon natonorum. Hanbonee
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4acTo 3TO MUCCEHC-MyTaLWW, pexe — Aeneluun, BCTaBKM,
npMBOASLWME K HapyWeEHUIO PaMKKU CYMTbIBAHWUS, HOHCEHC-
MyTaLWKU UK HapyLeHns cnaancuira [2].

[aHHbIN reH KoanpyeT cuHTe3 pepmeHTa TK2, Heobxoau-
MOro Ans HopmasnbHOW pennunkauun MTAHK. 3TO0T depmeHT
docdopunmpyet npespalleHne HyKNeOo3nLOB [LEe30KCUTU-
MuauHa (dThd) n gesokcnumtuamHa (dCtd) B 4€30KCUTUMMU-
anHMoHodocdaT (dTMP) u gesokcuumTnagmHmoHodocodaTt
(dCMP) cooTBeTCTBEHHO. [TonyyYeHHble 1e30KCUHYKNEe03una-
MoHodocdaTtel (ANMP) pganee nocneposatesibHO ¢ocdo-
puaMpyloTcs 40 06pa3oBaHUs AEe30KCUHYKIE03naTpudoc-
daTtoB (dNTP), KoTOpble 3aTem BcTpauBatoTcs B MTAHK.
MpKU CHUXKEHUM aKTUBHOCTU MK OTCYTCTBMU depmeHTa TK2
npouecc GocPopuanpoBaHna HYKEO3NLOB HapyllaeTcs,
4yTo NpuBOAMT K pedektam pennukaumm MTAHK B Buae
PE3KOro YMeHbLUEHNS ee KOnYecTBa B MUTOXOHAPUSAX (CUH-
npom uctouwexnna MTAHK) n/unn dopmmpoBaHMa OWKNBOK
penanKkauum (MHoxecTBeHHble aeneunn mTAHK) [2, 3, B].

MHTepecHo, 4TO ANs MauMeHToB C paHHMM [ebloToMm
3a60n1eBaHMA Ha MNepBOM roAy MWU3HWM W Bonee Taxe-
NbIM TeYeHWeM XapaKTepeH CUMHAPOM ucToweHns MTOHK,
a npv no3gHem geb6loTe B NOAPOCTKOBOM M B3POC/IOM BO3-
pacTey nauMeHToB ¢ 6051ee «MArkum» GeHOTUNOM Yalle ana-
rFHOCTUPYIOTCSH MHOXeCTBeHHble aeneunn MTAHK [8, 9, 11].
Pesynbtratom gedekra pennukaumm MTOHK aBnsetca Hapy-
WweHne paboTbl AblXaTeNbHON Lenn MUTOXOHAPUI U CUHTE3a
3HEpPrun B KNETKe C nocheaylowen aerpagaunent TKaHewn
OopraHoB-MuLIeHeN (puc. 1).

KnunHuyeckue nposiBieHus

depmeHT TK2 npucyTcTBYET BO BCEX TKAHAX OpraHmM3ma,
HO Hanbonee pK1e n3aMmeHeHus npu TK2-accounnpoBaHHON
MUTOXOHAPMANbHOM MMONaTUM NPOMUCXOAAT B MOMEPEYHO-
nosocaton MyckynaType ¢ opmMmuMpoBaHNUeEM MUONaTUHECKO-
ro cuHapoma [1, 11, 12]. B MeHblueln cTeNeHn B naTonorunye-
CKMI npoLecc MOryT BOBeKaTbCA APYrue TKaHU U opraHbl,

MuonaTtnyeckui
CUHAPOM

Hapy»Has
odTanbmonnerus

Kapanomunonartmsa

[enaTtonveHanbHbIN
CUHAPOM

JHuedanonaTua

Puc. 1. MNaTtoreHes3 TK2-accounMmpoBaHHOM MUTOXOHAPHUANTBHON MUOMATUK

Mpumevarnne. MTAHK — mutoxoHapuanbHasa AHK; dThd — ge3okcutumunant; dCtd — gesokenuntnamy; dTMP —
ne3oKkcutummanHMmoHodocodat; dCMP — gesokcunumntnanHmoHodocdat; dTDP — gesokeutumuanHandocodar; dCDP —
nesokeuuntuanHandocodart; dTTP — aesokecutummanHtpudocdat; dCTP — aesokenuntuamHtpudocdart; TK2 — TMMUAMHKUMHA3a-2;
NMPK — HykneotngmoHodocdaTkmHasza; NDPK — HykneotuaandocbhatknHasa.

Fig. 1. Pathogenesis of TK2-associated mitochondrial myopathy

Note. mtDNA (MTAHK) — mitochondrial deoxyribonucleic acid; dThd — deoxythymidine; dCtd — deoxycytidine; dTMP — deoxythymidine
monophosphate; dCMP — deoxycytidine monophosphate; dTDP — thymidine diphosphate; dCDP — 2°-Deoxycytidine 5’-diphosphate
sodium salt; dTTP — deoxythymidine triphosphate, dCTP — deoxycytidine triphosphate; TK2 — thymidine kinase-2; NMPK — nucleotide

monophosphate kinase; NDPK — nucleotide diphosphate kinase.



TaKune KaK HepBHas cuctema, cepfLe, nevyeHb, Novku. Jebiot
3a60/1eBaHNsA MOXKeET 6blTb B 11060M BO3pacTe — OT NepBbIX
MecsILEeB XM3HW 10 B3pOcnoro Bo3pacTta [5, 12].

C yyeToM BpemeHu aebloTa Bbiaensitor 3 dopmbl TK2-
acCoLMMPOBAHHOM MUTOXOHAPUANbHON MUONaTUN: MNageH-
YeCKYI0 (MHOaHTUNbHYIO), AETCKYIO (OBEHW/IbHYIO), B3POCNYIO
[1-3, 6, 11-13]. OaMHaKOBO YacTo BCTPeYanTCa MaageHye-
CKasl n getckas opmbl 60ne3HU. Ha KaxKaylo M3 HUX Npu-
xoanTesa no 40-43% oT Bcex nauneHToB. Bapocnasa dopma
cunTaetcs 6onee peakon u amarHocTupyetca B 14-19%
clyyaeB gaHHoOM naTonoruun [6-8, 12].

MnageHyeckaa dopma xapakTepuadyetcsa MaHudecTa-
UMeNn KIAMHWKWM Ha NepBOM oAy XM3HU W ObICTPbIM MpPO-
rpeccuMpoBaHneM cMMNTOMOB. [epBbiMK NpU3HaKamm 3a6o-
NeBaHus ABNAIOTCSA Kanobbl Ha CpbirMBaHWe, TPYAHOCTH
BCKapM/IMBaHMA, OTKa3 OT eAbl, NOTEPIO B Macce Tena, 9Bns-
lowmecsa cnegcrtemem GOpPMUPYIOLLErOCH MUOMATUHECKOro
cvHapoMa. B ganbHenweM cTaHOBATCA 3aMeTHbIMUM Hapac-
Talwasa MblleyHas TMNOTOHWUS, CHUXKEeHWe obbema CMoH-
TaHHOW ABWUraTeNlbHOM aKTUBHOCTH, YTHETEHUE CYXOXMUIIbHbIX
pedneKkcoB, NOTePs MMEIOLLMXCA BO3PACTHbIX ABUraTeNbHbIX
HaBblKOB. 10 Mepe nporpeccupoBaHus 601e3HM pa3BuBa-
I0TCS TMNOMUMUS, NTO3, OPpTanbMonapes, HapyLlweHue rnoTa-
HUS U GoHauMK (THycaBbl OTTEHOK ronoca, c/labbli KPUK).
Ha nosgHux ctaguax Ha ¢GOHe BblpaXKEHHOM MbllUEeYHOH
cna6octn GopmupytoTca aguHamus, apednekcus, nporpec-
CUPYIOT KMHKMKa Oynb6apHOro cuMHApoMma, Tsxenas Hepo-
CTATOYHOCTb HYTPUTUBHOTO cTaTyca, cnaboCTb AbIXxaTeNbHOM
MYCKynaTtypbl. Takue Aetu ObiCTPO npuobpeTalT naniu-
aTMBHbIM CcTaTyC W TPeOBYIOT MOCTOSIHHOM pPecnuMpaTopHOm
noaaepKu. JleTanbHbl UCX04 HAcTynaeT Yepesd HECKOJIbKO
MecsueB OT aeblota 3aboneBaHus Ha GoHe AblxaTenbHOoMn
HepgocTaTtoyHocTH [1, 2, 7]. YKasbiBaeTcs, 4YTO MeauaHa
BbI)KMBAEMOCTU NpPW MAageH4Yeckon dopme cocTaBnser
ot 1 no 2 net[3, 12].

Hapsay ¢ KIMHWKOM MMonaTMYeCcKoro CMHAPOMa Npu Maa-
aeH4yeckon dopMe 3ab60oneBaHns B HETBEPTU CllyHaeB MOXKeET
pPasBMUTbCA MOparKeHWe LEeHTpaibHOM HEPBHOM CUCTEMbI
B BMAE 3MUNENTUYECKMX NPUCTYNOB, 3a4EPKKM Ncuxopeye-
BOro pa3BUTKS, HEMPOCEHCOPHON Tyroyxoctu [1, 3]. bonee
peaKUM HEBPOSIOrMYECKUM HapyLeHWeM MOXKET BbiTb MOn-
Henponatus [12]. OKono TpeTn 60MbHbIX MOTYT UMETb Kap-
AMOMMONaTUIO, HapylleHne putMa cepgua, HedbponaTtuio,
renatoMerasnuio, Ne4eHoYHyl0 HeJoCTaToO4YHOCTb. B peakux
cny4yasax y nauMeHToB 06HapYKMBAKOTCS TaKKe MOPOKK pas-
BUTWA LLeHTPaNbHOM HEPBHOM CUCTEMbI, TAKME KaK JIMCCIH-
uedanusa, Mukpouedanus [1, 3, 12].

Hetckaa ¢opma TK2-accoumMMpoBaHHOM MUTOXOHAPMW-
anbHOM MMoNaTUM xapakTepusyetca Aeb6ioTom ¢ 1 roga
0o 12 net v otAan4aeTca oT MaaeHYeckon GopMbl MeHbLIEN
CKOPOCTbIO HapacTaHWs CUMNTOMOB. MblweyHas cnabocTb
pasBMBaeTCs NPeMMyLecTBEHHO B aKcuanbHOW MyCKyna-
TYp€e W NPOKCMManbHbIX OTAeNax KoOHe4YyHocTeN. TUNMUYHBIMM
npU3HaKamu TaKkKe ABASIOTCA HapyHas odTanbMonierus,
6ynbbapHbIN CUHAPOM, Aucdarus, noparkKeHune abixaTebHOM
MycKynaTypbl [1, 3, 5]. B HeKOTopbIX Ciyyasx pa3BuBa-
I0TCS1 KOTHUTUBHBIN AeduumnT, cyaoporu, nepudepunyeckas
NoJIMHENPONaTUs, CHUXEHWE Cnyxa, Nepenombl KocTen [3,
6, 12]. ny6okas uHBanuMan3auusa n HEBO3MOXKHOCTb Nnepe-
asuratbcs GOpMUPYIOTCH Y NaLMEHTOB C AETCKOM GOpMONn
3ab6oneBaHuns B TeyeHne 10 neT oT MOMeHTa gebioTa CuM-
nTomos [13].

Ona B3pocnon dopmbl TK2-accoUMMPOBAHHON MUTO-
XOHAPHUaNbHOW MUONATUM XapaKTEPHO MOSBAEHUE KIIMHUKK
B O4€Hb LUMPOKOM BO3PaCcTHOM Anana3oHe — ¢ 12 o 72 net
[5, 8, 12] co cpeaHum BpeMeHeMm faebiota okono 30 net
[1, 3]. 9Ta dopma 3a6oneBaHus cinTaeTcs Hanbonee 6naro-

NPUATHOM, TaK Kak cNnabocCTb B MbllLaX Anua, Wen 1 NpoK-
CMManbHbIX OTAENax KOHEYHOCTEN pa3BMBaAETCA MeANEHHO.
TeM He MeHee, Mopa)KeHue [AblxaTeNbHOW MyCKynaTypbl
dopmupyeTcs b6bicTpee U MOXKeT ObiTb 6osiee TaKenbiM
N0 CPaBHEHMIO C MOPaXKeEHNEM MbILUL, KOHEYHOCTEN, YTO CMO-
CO6GCTBYET Pa3BUTUIO PECTPUKTMBHbLIX HapyWeHWUN Nerkux
N HEO6XOAMMOCTU NMPUMEHEHUS UX HEMHBA3MBHOW BEHTU-
naumm [3]. Y nATon YacTu naumMeHToB B xo4e 3aboneBaHus
dopmupytoTca 06e34BUKEHHOCTb U HapyLEHWe NoTaHUs.
Taxkenas gucdarus aBaseTCa NOKas3aHUEM AN NOCTaHOBKM
racTpoCTOMbl Yy TaKMX 60MbHbIX. YacTblMM U B HEKOTOPbIX
cnyyasax eavHCTBEHHbIMU MPOSIBNEHUSMKU GONE3HU MOTyT
OblTb MTO3 M XPOHMYECKas Mporpeccupyowas HapyxHas
odTanbmonnerns. Peaknmm npnusHakamu B3pocnon Gopmel
CYMTalOTCH CEHCOPHAsa aKkCcoHabHas NoANHeNponaTus, Hen-
poceHcopHas TYroyxocTb M Kapanomuonatua [3, 5, 8, 13].
Mpn no6on dopMe XapaKTepPHbl 4YacTble pecrnupaTopHble
nHbeKumnm [1].

Heo6xoauMMO MNOAYEPKHYTb, 4TO MO Mepe HaKonne-
HUS Hay4HbIX AaHHbIXx O TK2-accouMMpPOBaAHHOW MWTO-
XOHApWanbHOW MMONaTMKM UcCcnefoBaTenn YyKasbiBaloT
Ha TO, YTO HE CYyWEeCTBYET CTPOroM 3aBUCMMOCTU MeXKAy
BpemeHeM aebiota 3ab6oneBaHUs U TAKECTbIO CUMITOMaTH-
Kn. OnucbiBatloTCs «<Msrkme» dopmbl TK2-accounnpoBaHHoOM
MWTOXOHAPUANbHOM MUOMATUM Yy MaUMEHTOB C PaHHUM
4e6l0TOM U, HanpoTMB, TAXKEeNoe TeYeHne C 6bICTPbIM NpPo-
rpeccMpoBaHneEM CUMNTOMOB U MOJIMOPraHHOCTbIO Nopaxe-
HUS — Yy B0JIbHbIX C 4€6I0TOM BO B3pOC/I0OM Bo3pacTe [14].

MeToAbl AMAarHOCTUKKN

JTabopaTopHbIM MNPU3HAKOM pa3pylweHns MWOLMTOB
npu TK2-accounnpoBaHHOW MMUTOXOHAPWANbHOWM MWoNa-
TUK 9BASeTCs noBblilleHne ypoBHS obwen KPK — o6bl4HO
6onee 4yem B 5 pa3 oT Hopmbl [1] (vam > 1000 Ea/n) [3],
a npy BOBNEYEHMM B NATONOMMYECKUM MPOLLECC MbIWLbl
cepaua — noBblweHne cepaedHon dpakumnn KOK (KPK-MB).
Hapsay ¢ aTum pabLoMnUONn3 CONPOBOXAAETCA TaKKe NOBbI-
lWeHneM naktataernagporeHasol (JIA), a B Taxenbix crny4a-
AX — MWOrNo6uHypuen. M’mbenb KIEeTOK opraHOB-MULIEHEN
nposiBnsieTcs nabopaTtopHbIM CUHAPOMOM LMTONN3a B BUae
yBenu4yeHus acnaptaTaMmmHoTpaHcdepasbl (ACT), anaHu-
HamuHoTpaHcdepasbl (ANT), NI4T MNMpu3HakoM HapylweHus
KNEeTOYHOro o6MeHa TaKXe SBASEeTCS NOBbIWEHWE NaKTaTa
CbIBOPOTKM KPOBM B COYETaHMMU C aumnao3om. Jlaktataumaos
MOXET BbIABNATbCA He y Bcex 60nbHbIX. Hanbonee Bbipa-
KEHHble OTK/OHEHWS [aHHbIX NoKal3aTtenew oTMevaloTcs
npu MNageH4YeCKomn U AeTCKon dopmMax U MOTyT 6bITb HE3HA-
YUTENbHBIMU UKW AaXKe OTCYTCTBOBATL NPU B3pocon dopme
3a6oneBanua [1, 3, 7, 11]. MNpy MnageHYecKon U OeTCKoMn
dopmax MOXKeT perncTtpupoBaTbCs MOBblLEHWE OUAMPY-
6uHa 1 weno4vyHon docdaTasbl (LLIP) Kak pesynbrar nopa-
eHus renatoumToB [3]. Tem He MeHee, aBTOPbI OTMEYaloT,
4YTO HOpMasbHble 3HayeHnsa KPK He ucKaoyaloT Hanuyus
TK2-accounnpoBaHHOM MUTOXOHApPWaAnbHOM muonatumn [3],
a noBbllweHne KOK n naktata B CbIBOPOTKE He ABASIOTCSH
NaToOrHOMOHMYHbBIMU TONBLKO ANS JaHHOro 3abonesaHus [2].

lMcTonornyeckoe wuccnegoBaHne O6GMONTATOB  MbIWL,
npu TK2-accoumnpoBaHHOW MUTOXOHAPWANbHOWM MWoNa-
TUW, KaK M Npu APYyrux MWUTOXOHAPUWANbHbIX 3aboneBaHu-
AX, BbISIBNSET B MWOLMUTaX CKOMNEHWe nponudepupyomx
MUTOXOHAPWI, 4YTO onpeaensetca Kak GeHOMEH «pBaHblX
KpPacCHbIX BOJIOKOH», U/WIXM BOMOKHA C AeDULMTOM LMKIO-
OKcureHasbl-1 [7, 11]. TakXe npu gaHHOM 3aboneBaHuu
XapaKTepPHbIMW U3MEHEHUSIMU B MblLUEYHbIX KNEeTKax aBns-
I0TCS HaKoMNeHMe capKonna3MaTUYeCKUX BaKyonew, Auc-
Tpodusa, HEKPO3, HapyLleHWe CTPYKTYpbl U BapuabenbHble
pasMepbl MbllEYHbIX BOSIOKOH, @ KPOME TOro, pereHepauus

PEDIATRIC PHARMACOLOGY. 2025;22(2)

1

NEANWATPUYECKAA ®APMAKOJIOIUA / 2025 / TOM 22 / N2 2



g SHORT REPORTS

KPATKUE COOBLUEHUA

MUOLIMTOB C TMMNEPIKCMNPECCHUEN HEeOHaTalbHOr0O MWO3M-
a [11]. AucTpodUYEeCKN M3MEHEHHbIE MMWOLMUTbLI nornoda-
0T M 3aMEHSIOTCH KMPOBOW W COEAMHUTENbHON TKaHbIO.
CTeneHb M pacnpocTpaHeHHOCTb aTPObUU MbIWL, MOXHO
OLLEHMTb C NOMOLLbIO MArHUTHO-PE30HaHCHOW Tomorpadum
(MPT) [3, 8].

Ha ynbTpacTpyKTypHOM YpOBHE Npu MaageH4yeckon dop-
Me 3a6oneBaHus B 60MblUeN CTENEHU, YEM MPU OCTasbHbIX
dopmax, obHapyxKuatoTca auddysHas BocnanuTesbHas
peakuus B 3HAOMMU3UU WU MEPUMMU3UN U CHUMKEHWUE KOMU-
yecTBa Konun MTAHK. MNpu getckon n B3pocnon dpopmax
yMeHblUeHne Konnyectsa Konun MTAHK MoXeT coyeTtatbes
C HanM4Ynem MHoXecTBeHHbIX aeneunn MTAHK, a npu B3poc-
non popme 3aboneBaHus geneumn MTAHK B Knetkax npe-
obnapgatot [2, 11, 12]. Y YacT1 NaUMEHTOB BbIABNSETCS CHU-
KEHMEe aKTUBHOCTU OAHOM0 WMAM HECKONIbKUX KOMMNEKCOB
[blXaTeNbHON LEenu MUTOXoHAPWUA [8].

Mpu BOBNEYEHUN B NATONOIrMYECKUI NPOLECC LieHTpasb-
HOW HEPBHOW CUCTEMbI MPU HEWpOBU3yan3aLnKM OOHa-
PYXMBAIOTCA MPU3HAKKM aTpodMM KOpbl FONOBHOMO MO3ra,
MO3KeYKa, HapylweHne MUennMHu3aunm, auddysHasa nemKko-
3HuedanonaTus [3].

B psge nybnukauun yKasbiBaeTcsi Ha HEO6XOAMMOCTb
MaKCUMasibHO paHHero BbifBAeHns TK2-accounmpoBaHHON
MUTOXOHAPWANbHOM MUOMaTUK, TakK Kak nNpu gaHHOM 3ab0-
NeBaHUN BO3MOXHO NPUMEHEHWE NaTOreHETUHECKOro neve-
HUS AE30KCUHYKNeo3naamu. MMeHHO No3ToMy B HacTosi-
WMA MOMEHT BefeTCs MOUCK GUOXMMMYECKMX MapKepos,
C MOMOLLbI0O KOTOPbIX C BbICOKOM BEPOSATHOCTBHID MOXHO
6bIn10 O6bl ONpefesiMTb HaauvymMe LaHHOW NnaTosiorun W/wmau
OLEHUTb 3DGDEKTUBHOCTL Tepanuu. Y nauueHToB ¢ TK2-
accoLMMPOBAHHOM MWUTOXOHAPWANbHOW MUONATUEN MOKa-
3aHO NoBblWeHWEe ypoBHA dakTopa aAnddepeHLUpPOoBKHU
pocTa 15 (growth differentiation factor 15; GDF-15) un dak-
Topa pocta dubpobnactos 21 (fibroblast growth factor 21;
FGF-21) no cpaBHeHWIO CO 340pOBbLIMK NtoabMu [3, 8, 11].
Ha d¢oHe nevyeHns [e30KCHMHYKeOo3nhamu BbIIBAEHO
6o51ee 3HaYNMMOE CHUKeHUe ypoBHs GDF-15 no cpaBHeHMUIO
¢ FGF-21, 410, BO3MOXHO, MO3BOJIUT B Ja/IbHENLLEM UCTOJIb-
30BaTtb GDF-15 ans oueHKn addeKTUBHOCTM Tepanun 3a6o-
neBaxus [3, 8].

[ns noaTBEpXAEHMA AnarHo3a o6sa3aTenbHO nposeje-
HWE MONEKYNSAPHO-rEHETUYECKOrO MCCNefoBaHUsA (CeKBe-
HMpoBaHua no CeHrepy) C Lenbio NOMCKa NaToNoOrM4eCcKux
MyTauun B nokyce 16921 B reHe TK2. Ans yCTaHOBAEHUS
AnarHo3a Heob6Xx0AMMO BbISIBUTb [ABE MNaToreHHble MyTa-
UMM B KOMMAyHA-reTepo3uUroTHOM COCTOSIHUM WAW OAMH
BapuWaHT B rOMO3UIOTHOM COCTOSIHUWU. B HEKOTOPLIX chyya-
AX — MPU COMHEHMM B AuarHose unu audbdepeHunanbHom
AWarHoCTUKe ¢ Apyrumu 3aboneBaHnsa My, NPoTEKaloWmMMu
C MWOMATUYECKUM CUHAPOMOM, — MOKal3aHO MpOBeAeHue
MacCOBOro napanienbHOro CEKBEHMPOBAHWUSA C aHaNIM30M
HYKNEOTUAHbIX NOcCneAoBaTeNlbHOCTEN FEHOB, acCOLMMPO-
BaHHbIX C MUTOXOHAPWaNbHbIMKU 60NE3HAMM, BPOXKAEHHbI-
MU MMOMNATUSMK, MOSAICHO-KOHEYHOCTHBIMU MHoNaTUsaMu [2].
Bonee noagBeprkeHbl MyTaUMaM 3K30HbI 5 M 8 reHa TK2 [2,
12, 13]. Mpn o6HapyKEeHUM Y NaLUMeHTa NaToreHHbIX MyTa-
LR, XapaKTepHbIx s TK2-accoumMmpoBaHHOM MUTOXOHAPK-
anbHON MMOMATUK, NPOBOAUTCS NOUCK ITUX MyTaLMI Y POAK-
Tenewn pebeHKa MeTOAOM CeKBeHMpoBaHus no CeHrepy
«TPHO».

Tepanua

llocne nepBOro onucaHWs B Hay4YHOW JnuTepaTtype
TK2-accounMMpoBaHHOM MUTOXOHAPWANbHOW MUOMNATUM
AKTUMBHO M3y4aloTCs He TOSIbKO 0COBEHHOCTU heHOoTUNUYe-
CKMUX MpPOABNEHUI 6GONE3HU Y OOGHAPYXKEHHbIX MaLWEHTOB,

HO Y BO3MOXHOCTM NOTEHLMANbHON Tepanuu 3ToOM NaTono-
rmn. MogennpoBaHue 3a60/1eBaH1s Ha Mblllax ¢ AgebrunTom
TK2, npoBeaeHHoe B 2008 r. rpynnow yyeHbix (H.0. Akman
M coaBT., X. Zhou 1 coaBT.), MO3BOJINIO U3YYUTb XapaKTep
NMOpa)KeHUs pasfiMyHbIX OPraHoB W TKaHew npu geduunte
NaHHoro dbepMeHTa, a TaKKe Mnokasano, 4To depmeHT TK2
UrpaeT BaKHENLWy ponb B CUMHTE3E AE30KCUMHYKNEOTUA0B
ana mTAHK, B TO Bpems Kak apyrue nyTv CMHTE3a HE MOTyT
KOMMeHcMpoBaTb noTtepto atoro ¢pepmeHTta [3, 15, 16].
Bblf0 NoKazaHo, 4TO CHUXKeHWe akTuBHOCTM TK2 npuBoaut
K YMEHbLIEHUIO KonnyecTBa Ae30KCUTUMUAMHTpUdocdaTta
(dTTP) u pesokcnumtuanHTpndocodarta (dCTP), 4To aBnseTcs
OCHOBOW HapyuweHus cuHTe3a MTAHK n nedekTta akTMBHO-
CTH AblXaTeNbHOM LLenu MUTOXOHAPUW.

Mcnonb3ys pesynbraTbl MOAeNMpoBaHus 3aboneBaHums
Ha Mblwax, C. Garone u coaBT. (2014) paspaboTanu Tepa-
N0 NULLEBbIMX A06aBKaMu, COAEPKALLMMKU AEBOKCUTUMMU-
anHMoHodocdaT (dTMP) u gesokcuunTnamHmoHodocodaTt
(dCMP) [3, 17]. WccnenoBatenu nokasanu, YTO NPUMeEHe-
HWe AaHHOM Tepanuu nepopanbHO MO3BOMSAN0 OTOABUHYTb
ne61loT 3a6onieBaHng Ha 60Jiee NO34HUM Nepruoa U yBENUYU-
Bano MPOAOSIKUTENBHOCTb XW3HU NOAOMBITHbLIX *MUBOTHbIX
B 2-3 pa3a B 3aBWCMMOCTM OT [03bl NuueBon pobas-
K. OQHOBPEMEHHO C 3TUM Oblna BbiiBNEeHa 0CO6EHHOCTb
B Buae 6bicTporo pacnaga dTMP n dCMP o ne30KCUHY-
Kneo3naos Ae3okcutumunaunHa (dThd) n gesokcuumtuanHa
(dCtd), 4To NO3BOAMIO NPEAMNONOKNUTb, HTO UMEHHO AE30K-
CUHYKJ1E03UAbl MOTYT 6bITh 60J1e€ 3P PEKTUBHBLIMU MPU KOP-
peKuuu HegocTtaTovyHoCTH TK2.

Ha »XMBOTHbIX 6blna NPOAEMOHCTPUMPOBAHa pasnnyHas
aKTMBHOCTb depmMeHTa TK2 B pasHbix TKaHsX, M3y4anacb
addeKTMBHOCTL Tepanun aeduumnta TK2 MMEHHO Oe30K-
CUHYKNeo3ngamun [3]. Bbino o6HapyKeHo, 4YTO MNosiBfieHWe
KJIMHWUKKM U CTEMEHb TAKECTU U3MEHEHUIN B OpraHax-mMmule-
HAX, @ Takxe 3QPEKTUBHOCTb Tepanuu Ae30KCUHYKeo-
3naamMn 3aBUCAT OT YPOBHA APYyrMX GEPMEHTOB KIETKM,
HaxoAsWMXca B uUUTOMNasmMe, — TUMUAMHKMHA3bI-1 (TK1)
M 0e30KCMUMTUAMHKKMHAa3bl (dCk). Tak, 6bln0 MokasaHo,
YTO NPU CHUKEHUN aKTUBHOCTM TKL apdeKT OT npnumeHeHus
[E30KCUHYKNEeO3nL0B TaKe cHuancs. lpu coxpaHHowM
akTMBHOCTM TK1 cywecTtBylowmnn aedpuumnt TK2 He nposis-
nanca Boo6ule (B. Dorado u coaBT., 2010). Oco6eHHOCTH
B3aWMHOI0 BJIMSHUSA PA3/MYHbIX LUTO30JIbHbIX U MUTOXOH-
ApvanbHbiXx GepMEHTOB ApYr Ha Apyra M posb 3TUX npouec-
coB B peanusauun deHotnna npu TK2-accounmmpoBaHHOM
MUTOXOHAPMANbHOM MUOMaTUK Yy YenoBeKa TpebyloT Aalb-
Henwero madyyenusa [3, 18, 19]. Ha MbllWKHbIX MOAensx
TaKe 6bl710 NoKa3aHo, YTo BBeAeHWe TonbKko dCtd He Bnu-
SeT Ha MPOAOIKMTENBHOCTb XU3HM NOAOMBITHbIX XXUBOTHbIX,
TOorja Kak u3onupoBaHHOe ucnosib3oBaHue dThd ee gocto-
BEPHO YBENMYMBAET, TaK e KaK 1 COBMECTHOE NMPUMEHEHUE
[1e30KcHHYKneo3unaos [20].

Pa6oTbl, NOCBAWEHHbIE MPUMEHEHUIO AE30KCUHYKIE-
o3uaoB y noaen ¢ TK2-accoummnpoBaHHOM MUTOXOHAPU-
aNnbHOM mMuonaTtuen, oTHocaTes K 2019 r. Tepanus gaHHOro
3aboneBaHus npeacTaBnaseTr cobow nepopanbHOE MCNOsb-
30BaHue crneunduryeckoro ne4yebHOro nuTaHMa B BUAE
OAHOBPEMEHHOr0 npuemMa [ABYX AE30KCUMHYKEe03naoB —
[LE30KCUTUMUAMHA W [OEe30KCUUMTUAMHA — B A03UMPOBKe
no 400 mr/Kkr/cyT Kaxporo. Mo604YHbIM AEeWCTBUEM MNPU-
MEHEHUs [Ee30KCUHYKNEeO03n40B MOryT ObiTb MOBblLEHWE
neyeHOYHbIX GepMeHTOB U anapes. bblina nokasaHa adpdekK-
TUBHOCTb NPUMEHEHUSI AE30KCUMHYKNE03n40B B BUAE CTa-
6MAn3aLmn 1 ynyyweHusa aBuratenbHblx GYHKUMKI, Hapac-
TaHUS MbIWEYHOW CUNbl y psga nauneHToB. YacTb 60/bHbIX
NoAYYUIN BO3MOXHOCTb XOAWUTb, Y YacTU NaLMEHTOB Oblau
OTMeY€eHbl CHU¥KEeHME NOTPEBHOCTU B UCKYCCTBEHHOW BEHTU-



NAUMM NETKKUX U NPeKpalleHne 30HA0BOro nutaHua [13, 21].
OaHaKo Ha AaHHbIN MOMEHT Hefb351 FOBOPUTb O MOTHOM KOH-
Tpone Hag 3aboneBaHWeM, Tak KaK HeT JaHHbIX O ANUTeNb-
HOM NPUMEHEHWUM AneToTepanunmn Ae30KCUHYKIE03naamu.

B HacToswmin mMoMeHT Bedytca pa3paboTKU reHHoM
Tepanuu TK2-accoumMmMpoBaHHOM MUTOXOHAPHUANBHON MUO-
natun. B 2021 r. BnepBble NpefcTaBfieHbl pe3ynbraThl
reHHon Tepanuu 3aboneBaHMA Ha OCHOBE ajeHoacco-
LMUPOBaAHHbIX BUPYCHbIX BEKTOPOB Ha MbIWWHbLIX MoAe-
nax (C. Lopez-Gomez u coaBT., 2021). B akcnepumeHTe
MCMNONb30BaINCh aeH0acCcoLMMpPOBaHHbIE BUPYCbl 9-ro
W 2-ro cepoTmnoB. lNp1M NPUMEHEHUN FreHHON Tepanuun 6bin0
06Hapy>KeHO BOCCTAHOBNEHME aKTUBHOCTH dpepMeHTa TK2
B MO3re, NevyeHu, Mblllax XMBOTHbIX, @ B MOYKax BOC-
CTaHOB/IEHUA aKTUBHOCTM depMeHTa He MPOMUCXOAMNO.
CpaBHeHne 3OPEKTUBHOCTM COBMECTHOrO MPUMEHEHMS
rEHHOM Tepanuu 1 Tepanuu Hykneo3umgamun U addeKTmB-
HOCTWM Kax[oro metofa OTAEe/bHO MPOAEMOHCTPUPOBA-
10, 4TO MaKcuUMalnbHbIi 3GPEKT B BUAE 3HAYMTENbHOMO
yBenuyeHuns konun MTAHK B TKaHAX, yBenuveHua pocTa
M MNPOAOIKMUTENBHOCTU KU3HU Mblen Obll NoKasaH
npuv OAHOBPEMEHHOM WCNONb30BAHWM TEHHOW Tepanuu
M NepopanbHOro BBEAEHUS 4E30KCUHYKNe03n40B (4e30K-
CUTUMWUANHA M Ae30KCUUMTUAKHA) [3, 22].

MpoAoMKUTENbHOCTb }XU3HU

MpoAoMKNTENBHOCTL XN3HU Npu TK2-accounnpoBaHHOM
MWUTOXOHAPUWANBHON MWOMaTUKM OnpeaenseTcs BO3pacTom
neblota U TeyeHnem 3aboneBaHus. MNauueHTbl ¢ MNageH-
yeckon ¢opmon 06bl4HO norubatoT B paHHEM BoO3pac-
Te. OCHOBHOM MPUYMHOM NEeTanbHOr0 MCXO4a 4alle BCero
ABNSETCA AEeKOMMeHcauua AblXxaTenbHOW AesATeNbHOCTH.
MaumeHTbl ¢ AEeTCKOW (loBEHWNbHOW) GOPMON U TAXKENbIM
ncroweHnem MTAHK umeloT 6onee ANMTENbHYIO BbIXKU-
BaemocTb (6onee 13 net). bonbHble ¢ Aeb6lOTOM nocne
12 neT U MefneHHbIM MPOrpeccupoBaHMEM XapaKTepusy-
I0TCS CPEeAHUM BO3PaCTOM BbIXKMBaAeMOCTM OKono 50 neT.
CnepyeTt OTMETUTb, 4TO CTPOrov KOpPEeNaLMM MeXay Bo3pac-
ToM AebloTa M CKOPOCTbo NPorpeccupoBaHns 3aboneBaHus
W, cnepoBaTesibHO, MPOAOSIKUTENBHOCTBIO XWU3HWU MOXKET
He OblTb. Tak, B nuTepaType npeactaBfieH cnydan TK2-
acCcouMMPOBaHHOM MUTOXOHAPHANBHON MMONATHK C NosBe-
HMEM NepBblX CUMMNTOMOB 3aboneBaHus B getctee (c 8 ner)
N «MATKUM» TE4EHMEM C OTCYTCTBMUEM AblXaTesbHbIX HapyLle-
HWUI K Bo3pacTy 55 net [13].

KJIMHUYECKHUIA NPUMEP

O nauueHTe

B [eTcKon ropoAcKoOW KJAWHMYEeCKOW 6o0nbHuue N2 1
(AFKB N¢ 1) r. HwkHero HoBropoaga ¢ Bo3pacTta 7,5 mec
HabnogaeTcs nauneHTka M., 2023 roga poxaeHus. M3 aky-
LIepPCKO-6MONIOrM4ecKoro aHaMmHe3a U3BECTHO, YTO AEBOY-
Ka-npobaHa poxaeHa OT TpeTbel caMoCTosiTeNlbHOM Gepe-
MEHHOCTU. Y maTepu nepBas 6€peMeHHOCTb 3aKOHYMIach
pOXKAEHMEM 340POBOro MasibilMKa, KOTOPOMY B HACTOSLLMUM
MOMEHT 5 neT, BTopas 6epeMeHHOCTb — BbIKW/bILL HA CPOKe
6-8 Hepa. Mo MaTepuHCKOM IMHUK reHeanornyecKku aHam-
He3 OTArolleH HanMynem ciyyaeB CMepTW AeTer paHHero
BO3pacTa (NpU4MHa CMEepPTU HEMI3BECTHA).

Ta6nuua 1. Npu6aBkK NnauynmeHTKM M. B macce Tena
Table 1. Patient M.’s weight gain

Bo Bpems HacTosilen 6epeMeHHOCTM MaTb B XEHCKOM
KOHCy/nbTalmun Habnoganacb ¢ 26 Hea, HeperynsapHo. Poabl
JomMalwHune Ha 41-h Heg 6epeMEeHHOCTH, AJUTENbHOCTbIO
oKono 36 Y. MapameTpbl GUIMYECKOro pa3BuTUs pebeHKa
1 oueHka no APGAR HeM3BECTHbI, TaK KaK MeAULMUHCKUMMU
paboTHMKaMMU OH He ocMaTpuBascs, 3aKkpu4yan cpasy, K rpy-
an 6bin npunoxeH. Co cnoB matepu, macca Tena AeBOYKHM
npu poxxaexHun coctasuna 4200 r. Poautenu nocne poxae-
HUS pebeHKa B MeANLMHCKME yYpeXaeHna He obpallanmce.
HeoHaTtanbHbIN CKPUHUHT He NpoBoauacs. Jlnwb B Bo3pacTte
2 mec pebeHOK BNepBble 0CMOTPEH y4aCTKOBbLIM NeanaTtpom
M Y3KMMW cneuuannuctamum AeTCKOW MONUKAUMHWUKK. Bbinun
nceneaoBaHbl YPOBHU MMMYHOPEAKTUBHOIO TPUNCUHOTEHa,
deHnnanaHmHa, ranaktosbl obulen, 17-rmgpoKkecunporecTe-
pOHa, TMPEOTPONHOIro ropMoHa, NPoBeAeHbl 06U aHann3
KPOBM M MOYM, yNbTpa3ByKoBoe nccnegoaHue (Y3WM) opra-
HOB OPIOWHOM MONOCTH, MOYEK, cepaua, Tas3obelpeHHbIX
cycTaBoB, HenpocoHorpadusa (HCI). OTKNOHEeHW No pe3yib-
TaTaM [aHHbIX WUccnefoBaHUM OOGHapyXeHo He 6bino.
[leBOYKa He BaKLMHMpOBanacb B CBA3WM C KATErOPUYECKUM
OTKa30M poauTenen OT NpPoBeAeHUs NPOoPUIaKTUYECKUX
NPUBUBOK.

Pe6eHOK BcKapmiauBancsd no TpeboBaHWIO, TPyAHbIM
MOJIOKOM, C MPOMEKYTKOM MeXAay KopMneHusamu ot 40 MuH
40 3 4, nuTaHue ygepxusan. KoHTponb o6bema rpygHoro
MOSIOKa He npoBoawncs. BeegeHve NpUMKOPMOB MPOBOAM-
NIOCb C HapyLWweHWeM CPOKOB, KpaTHOCTU. K Bo3pacTy 7,5 mec
pebeHKy 6bln BBELEHbI OBOLLHbIE U MSCHbIE MOpe B 06bemMe
110 4—5 YalHbIX NTOXKeK 3 pa3a B CyTKW. Kaluun B nuTaHue BBe-
[leHbl He 6binn. o aebioTa 3aboneBaHus B Bo3pacTte ¢ 3 A0
5 Mec oTMedanucb HU3KMe nNpubaBKkM macchl. Tak, B 3 mec
Macca Tena pebeHka coctaBuna 5930, B 4 mec — 6300 T,
¢ 4 0o 5 mec npubaBKK Macchl OTCyTCTBOBaNu (Tabn. 1).

o 5,5 mec B NCMXOMOTOPHOM pPasBUTUM MaLMUEHTKHU
OTK/IOHEHUM He OTMeyvanocb. B 1 Mec pebeHOK yaepru-
Ba/a rofioBy B BEPTUMKaNbHOM MONOXEHMM, ynblGancs, 4YeT-
KO pearnpoBan Ha 3BYyK, C 3 MeC ryaua, npocnexusan
3a npegmetamu, K 4 mMec Havyan nepeBopayvuMBaTbCa CO
CMWHbI Ha }KMBOT, 3axBaTbiBaTb UrpylWwKK. B 5 mec geBoyka
nof3ana Ha ¥XuWBOTe, akTMBHO NepeBopayYMBanach, BCTaBa-
Nla Ha YeTBEePEeHbKKU, MaHUNynMpoBana Urpylwkamu, Ha4yana
nenetarb.

3aboneBaHue geboTMpoBano ¢ 5 mec, Koraa NosSBUAUCH
CHUXEeHWe anneTuta, u3bupaTenbHOCTb B efe, cnabocTb
W BANOCTb NPU COCaHWW, YMEHbLUEHUE MHTEpeca K WUrpyLl-
KaMm, CHUXeHMe oO6beMa aKTUBHbIX ABWKEHUN B KOHEeY-
HocTsx. C 5,5 Mec geBo4Ka cTana MeHee aMOLMOHaNbHOW,
Xy)Xe 3axBaTblBaNla WIpyLKW, pexe nepeBopayvuBanach,
nepectana rynutb 1 nenetatb. B 6 Mec nosBManCb runoam-
Hamusl, HapyweHne duKcalumu B3rnaga, ctanm YeTKo 3aMeT-
HbIMW MOTEPS BO3PACTHbIX NCUXOMOTOPHbIX HaBbIKOB M 3Ha-
YUTENIbHOE CHUXKEHWE ABUraTENIbHON aKTUBHOCTY.

Mo mepe nporpeccupoBaHns cumntomoB ¢ 5,5 mec
TaKXe peructTpupoBanncb HU3KMe nNpubaBKM Macchbl Tena,
Kotopasa B 5 mec coctaBuna 6300 r, B 6 mec — 6100 r,
B 7 mec — 5660 r (cMm. Tabn. 1). B 7 mec Ha ¢doHe ocTpon
pecnupaTopHOM BMPYCHOM MHDEKUMKN Y NaLMEHTKN OTMeYa-
NIMCb pe3Koe HapacTaHue BANOoCTH, cnabocTu, 0TKas oT efbl,
nosiHas NOTepPs BCEX BO3PACTHbIX HABbIKOB, B CBA3K C Yem

Bo3pacTt, mec 3 4 5 6 7
dakTnyeckas macca Tena, r 5930 6300 6300 6100 5660
[omKkeHcTByOWasa macca Tena, r 6400 7150 7890 8500 9100
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KPATKUE COOBLLEHUA

6puragon CKoOpow NomouM pebeHOoK Obll rocnutTannsu-
poBaH B cTauuMoHap MO MecTy xutenbctBa. [locne Kynwu-
poBaHMA CUMMTOMOB OCTPOW PeCcnMpaTopHOM BUPYCHOM
MHbEKUMM NaumeHTKa 6bina nepeseaeHa Ana ob6cneaosa-
Husa B ANKB N 1.

dusuKanbHaa AUarHocTuka
Mpn 06bLEKTUBHOM OCMOTPE Ha MOMEHT rocnuTanusa-
LMK B BO3pacTe 7 MecC COCTOsiHWE pebeHKa O4YeHb TSXenoe.

ComaTu4ecKui cTatyc

Bec — 5470 r (Z-score — —3), pocT — 63 cm (Z-score —
-2,2). Aedunuunt Bec coctaBmn 20,5% OT 4oMKHOr0. KoXHble
NOKPOBbI 6/1eHble, C CEPOBaTLIM OTTEHKOM, Cyxue. Buanmole
CNM3ncTble 060/104KK GnefHble, YyncTble. KopoTKas y3aeyka
A3blKa. [MOBbIWEHHOE CAOHOOTAENEHME, B POTOBOM MOO-
CTW cNloHa ny3blpuTcs. HocoBoe AbixaHWe He 3aTpygHeHo.
Typrop TKaHen CHUXKeH. MoAKOXHO-KMPOBOW CION yMepeH-
HO UCTOHYEH Ha TyNoBULLE, KOHEYHOCTSX. [epudepunyeckme
nmmdoy3anbl nanbnupoBanucb BO Bcex rpynnax. LenHble,
noamblleYHble, 3aTbl1I04YHbIe AMMOY3/bl BblIM pa3mepom
no 0,2 cm; naxoBble — A0 0,7 cM B AMaMeTpe, NOABUIKHbIE,
6e360/1e3HEHHbIE, HE CMasiHbl C OKPYXKAOWWMKU TKAHAMM.
Mo xoay pebep paxuTnieckne «4eTku». Mpn NepKyccumn 3ByK
Ha4 NErkMMu SICHbIM NeroyHbii. Mpu ayckynbTaumm Abixa-
HUWe KeCcTKoe, NPOBOANTCA BO BCe OTAENbI, C 06eNX CTOPOH
BbICNyLWMBAIOTCS rpybble NPOBOAHbIE XPUMbl, YacToTa Ablxa-
TenbHblX ABweHun (4A44) — 32/mMuH. Catypauusa — 95%.
[MepKyTOpPHO rpaHuLbl OTHOCWUTENbHOM TYNoCTW cepaua:
BepxHas — 2-e pebpo, npaBas — Mo NpaBoW napacTtep-
HanbHOW NWHWUKU, neBasg — Ha 0,5 CM KHapyXW OT NeBon
COCKOBOW IMHMU. TOHbI cEpALA ACHbIE, PUTMUYHbIE, CUCTONN-
YECKMM LWYM Ha BepXxyLlKe. YacToTa cepaeyHblX COKpaLleHum
(4CC) — 132 ya./MuH. KMBOT MArKUN, 6€3601Ee3HEHHbIN,
focTyneH rny6oKown ManbnauuuM BO Bcex otgenax. [eyeHb

+3,5 cM 13-nog Kpas pebGepHoW Ayrn no npaBov cpefHe-
KJIIOYUYHOM NIUHUKM, NanbnNUMpPyeTcs HUXHWMI Nontoc cene-
3eHKK. Moyenonosble opraHbl cGOPMUPOBaHbI MPaBUbLHO,
Mo YXEHCKOMY TuMy, MoynTca cBo604HO. CTyn Ma3eBUAHbIN,
enTtbit, 1 pas B 3 gHS.

HeBponornyeckui ctatyc

Bblpa)keHHass BANOCTb, CMNOHTaHHaa [ABuratenbHas
aKTUBHOCTb MUHUMasbHas. [leBO4YKa NEXNT B N03e JIAryLl-
Ku» (puc. 2), cama He coceT, He rnotaeT. KpuKk cpeaHewn
CWbl, MOHOTOHHbIN, HE3AMOLIMOHaNbHbIW. BOo3pacTHbIe HaBbl-
KM MOMHOCTbIO OTCYTCTBYIOT: FO/I0BY HE YAEPKMUBAET, B3NS4
He GMKCUpPYET, He NepeBOpPaYMBaETCs, HE CUAUT, Ha UrPyL-
Ky He pearupyeT, He FynuT, He nenevet. Peakuuns Ha 3BYK
B BMAE KPATKOBPEMEHHbIX €4WHUYHbIX MOBOPOTOB rON0BbI,
a He NOBOPOTOB Nas. [NasHble Weln CUMMETPUYHbIE, ABU-
EHUA TNasHblXx A6/10K B CTOPOHbI OTCYTCTBYIOT, B3rNaj
NPSIMO, YaCTUYHbIN ABYCTOPOHHUI NTO3 BEK, HENOCTOSIHHOE
cxopsilleecs Kocornasve cnpaBa. 3payku y3kue, npsmas
M COAPYKECTBEHHAs peaKLMs 3payKoB Ha CBET COXPaHeHbl.
Hocory6Hble CKMagKn CUMMETPUYHbIE, SI3blK PACMONOMKEH
no cpegHew NMHUKU, MATKOoe HeGO HEeNOABWIKHO, 3N1EeMEHTHI
TpU3Ma YentcTen, KpMBoLEN HET. B HOCOrNOTKe cKanimBea-
eTCH CNU3b. MbIWEYHbIM TOHYC CUMMETPUYHbBIA, AUDDY3HO
CHWXEH no BceM otgenam. CyxoxunbHble 1 6plolHble ped-
NleKcbl He BbI3blBalOTCs. PeKkypBaLmsa B KPyMnHbIX cycTaBax.
Onopa Ha HOrM OTCYTCTBYET. B NOMOXEHWM Ha KMBOTE
KpaTKOBPEMEHHbIM NOAbEM r00Bbl. 3aWnTHbIN pedneKkc
BbI3blBAETCH HE NOCTOSIHHO. lNpu TpaKuum 3a pyKn pebeHoK
He rpynnupyeTcs, rolosa cBUcaeT Hasag (CM. puc. 2).

MpeaBapuTenbHbIi AMarHo3

Ha ocHOBaHWM AaHHbLIX aHaMHe3a, 06bEKTUBHOMO cTaTy-
ca npw NocTynieHWn y pebeHKa Gblfl MPEANooKeH CUHAPO-
MaslbHbIi IMarHos.

Puc. 2. doTo nauneHTkM M., 7 mec: A — nosa JIArylKku»; b — npo6a Ha TpaKLM1IO 3a PyKH
lNpumeyarme. Ny6ANKyeTCS C UHGOPMUPOBAHHOIO COrNlacus poanTenen.

McTounuk: LWyTKoBa A.10., 2024.

Fig. 2. Photo of patient M., 7 months old: A — “floppy baby”; B — hand traction test

Note. Photo is published with the informed consent of the parents.
Source: Shutkova A.Yu., 2024.



OCHOBHOM AMarHo3: «JHuedbanoMmonaTns HeyTOYHEH-
HOrO reHe3a, ¢ MMOMATUYECKUMM CUHAPOMOM, HapPYXKHOM
odTanbmonnerven, 6ynbbapHbiM M nNceBaobynb6apHbIM
CUHAPOMaMM, CUHAPOMOM rpy6oWM 3afepPKKK B MCUXOMOTOP-
HOM W MpeapeYeBOM Pa3BUTUM».

ConyTcTBYIOWMIA AHMarHo3: «benkoBo-aHepreTnyeckas
HEe0CTaTOYHOCTb XPOHUYECKas, CPeAHEN CTEMEHM TAKECTH».

AuarHocTuyeckue npoueaypbl

PebeHKy 6bi1 NnpoBeaeH psij nabopaTtopHO-UHCTPYMEH-
TanbHbIX 06Ccnef0BaHUN.

B 06uiem aHannse KpoBu, KonporpaMmme, o6WemM aHannse
MOYM Ha MPOTSKEHUM BCEr0 CPOKa rocnutanmsaunn oTKo-
HEeHWM He oTMeYvanocs. [pu nccnegoBaHMM KUCIOTHO-LLENOY-
HOMO COCTOSIHUSI KPOBW BbISIBJIEHO OAHOKPATHOE MOBbILLEHME
YPOBHSA naKkrtata (4o 2,9 MmMonb/n) nNpu NOCTynaeHuu.

B 6MOXMMMYECKOM aHaiM3e KPOBW AMArHOCTMPOBAHO
ctonkoe 5-10-kpaTHoe noBbiweHue ACT n AJIT B coyeTa-
HWUWU CO 3Ha4YMTEeNbHbIM MOBbIWEHWEM YPOBHSA obuen J14I
C HapacTaHWeM B AMHAMWKE M MaKCMMaslbHbIM 3HAa4YEHWEM
no 2742,2 Ea/n. 3T OaHHble CBMAETENbCTBOBANAM O Hau-
YMW BbIPAXKEHHOrO LMTOMTUYECKOrO cuHApOMa. Hanuuue
TAXKENOro MOBPEXAEHNUS CKENIETHOW MycKynaTtypbl 6bino
NOATBEPKAEHO OGHapPYXEHWEM 3HAYUTENbHOrO MOBbILIE-

Ta6auuya 2. [laHHble 6UOXMMMUYECKOr0 aHannsa KpoBuM NaumeHTkm M.*

Table 2. The biochemical blood test data of patient M.*

HUS ypoBHSA obuen KPK npu noctynnernunn (oo 2271 En/n)
C MaKCMMabHbIM HapacTaHveMm B AnHamuKke (ao 4485 En/n)
B COYETaHMU C BbICOKMM YPOBHEM MWOrnobuHa (778,3—
1430 MKr/n).

MapKkepoM MNoBpPeXAEHUS MWOKaPAMOLMTOB SIBASIOCH
nosblilweHne KOK-MB (makcumansHo go 375 Ea/n) u Tpo-
noHnHa (go 401 Ep/n) (tabn. 2). HopmanbHble 3Ha4YeHuUA
raMma-rnytamuntpaHcdepasbl 1 LLIP ykasbiBanu Ha oTCyT-
CTBME Y MaUMEHTKM NabopaToOpHOro cMHApPOMa Xxofectasa.
KNnMHMKO-nabopaTopHbIX MPM3HAKOB HapylleHus xonecTe-
PUHOBOIO, 3NEKTPOSMTHOrO 06MEHa BbISIBNEHO He BblO.

MccnepoBaHne KpoBM METOAOM MMMYHOMEPMEHTHOIO
aHanusa (MPA) Ha Hannume aHTUTEN K XTaMUAUSAM, MUKO-
nnasmam, refibMMHTaM, LMTOMEranoBumpycy, BUpycy repneca
1-ro, 2-ro TMNOB, BMpPYCYy AnwTenHa — bapp BbISBMIO HaNlU-
Yyune BbICOKOABMHbIX aHTUTEN TONBbKO K BMUpYCYy repneca 1-ro,
2-ro TMNoB 6€3 HapacTaHWs UX TUTPa B AMHAMMUKE.

PeBmatonaHbii daKkTop coctaBun MeHee 8 ME/mn
(Hopma meHee 8 ME/mn), ypoBeHb anbda-dperonporerHa
(A®I) — 10,5 ME/mn (Hopma meHee 9,96 Me/mn). YpoBeHb
rFOPMOHOB LWWTOBUAHOM »Kene3bl (TMPEOTPOMHbLIA TOPMOH,
CBOGOAHbIA TUPOKCUH, CBOOOAHbBIN TPUNOATUPOHMH) TaKKe
Obln B Npegenax pedepeHcHbIX 3HaYEHUI, aHTUTeNna K TMpeo-
nepokcuase oTCyTCTBOBAMN.

[HM rocnutTanusauum
MapameTpbl HopmaTtuBbl

1-n 7-i 10-i 14-i 21-i 28-i1
06wwmn 6UANPYOGUH, MKMOJb/N 0o 20,5 13,0 - - 6,7 5,0 6,1
Mpamon 6UAnpy6uH, MKMOJb/N - 2,6 - - 2,2 0,5 1,5
ACT, Ea/n 0-48 284 363 428 390 205 207
ANT, En/n 0-39 164 187 228 246 162 125
NAr o6was, Ea/n 80-160 1963,5 2481 2742,2 2398,4 1355 1095,1
ITT,Ea/n 0-43 20 16 17,3 17,3 25,7 23,4
Lo, Ea/n 54-390 51 60 59 - 73 92
KpeaTuHwWH, MMOb/N 40-115 42,5 46,3 36,1 36,6 24,8 30,8
MouyeBuHa, MMONb/N 0-8,3 3,6 3,1 2,7 1,9 2,5 4,2
[nioKo3a, MMoJib/n 3,3-6,1 5,5 5,4 4,3 5,9 5,0 4.8
06wWwni 6enok, r/n 60-80 64,6 71,2 - - 63,8 66,1
AnbBYMUHbI, /N 30-54 37,2 39,8 - - 42,2 40,6
KoK, Ea/n 0-270 2271 - 4485 3421 1720 1590
K®K-MB, Ea/n 0-25 333 - 375 318 252 233
TPONOHWH, HF/N 0 20 Hr/n 401 - 295 317 276 271,0
Munorno6uH, MKr/n 0-70 - 778,3 1430 1231,5 399 343,4
AMMMaK, MKMONb/N 0-60 23,5 - 23,6 - 23,5 27,1
Anbda-1-AT, r/n 0,9-2,0 - - 2,0 - - -
CPB, mr/n no 6,0 14,3 13,9 23,7 - 5,7 -
MpoKanbLUTOHWH, HI/MI <0,05 0,050 - - - - -

lMpumeyaHne. <*> — nokasaTtenu, BbIXOASALME 3a npefenbl pedepeHCHbIX 3HaYeHUI, BblAeneHbl }XUPHbIM WpndToM. ACT — acnaptatamu-
HoTpaHcdepasa; AJIT — anaHMHamuHoTpaHchepasa; JIAI — nakTataermaporeHasa; T — ramma-rnytamuntpaHcdepasa; P — wenoy-
Hasa ¢ocdartasza; KOPK — kpeatnHpochoknHaza; KOPK-MB — kpeaTuHdochokmHaza-MB; anbda-1-AT — anbda-l-aHTutpuncun; CPb —

C-peaKTUBHbIN 6ENOK.

Note. <*> — indicators that go beyond the reference values are shown in bold. AAT (ACT) — aspartate aminotransferase; ALT (AJIT) — alanine
aminotransferase; LDH (J14I') — lactate dehydrogenase; GGT (I'TT) — gamma-glutamyltransferase; AP (LLld) — alkaline phosphatase; CP
(K®PK) — creatine phosphokinase; CP-MV (KPK-MB) — creatine phosphokinase-MV; alpha-1-AT (anbda-1-AT) — alpha-1-antitrypsin; CRP

(CPB) —C-reactive protein.
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PeHTreH rpyaHon KaeTku: 6e3 o4aroBbix U UHOUABTPaA-
TUBHbIX UBMEHEHWM, NErOYHbIN PUCYHOK YCUIIEH, COCYANCTO-
ro XapakTepa, C MHTePCTULMANbHbIM KOMMOHEHTOM, CryLeH
B MPUKOPHEBLIX 30HaX, CNpaBa KOPeHb NErkoro TAKUCTbIN,
YCWAEH, rpaHuLbl cepala He paclumpeHsbl.

Y31 opraHoB 6GpPIOLIHOM [O/I0CTH, MOYEK M MOYEBOIO
ny3bIps, LUMTOBUAHOMN Ke1e3bl: NaTON0MM1 He BbISIBJEHO.

Y3U cepaua: OTKPbITOE OBanbHOE OKHO C YMEPEHHbIM
neBo-npaBblM cOPOCOM, AMaroHanbHas Tpabekyna B nNono-
CTWU NEeBOro Kenyaoyka, HeAoCTaTOYHOCTb TPMKyCnuAanb-
Horo KnanaHa O-1-M cTeneHn, MUHUMalNbHOE KONMYEeCTBO
MAKOCTM NO NeBbIM OTAeNaM 40 2 MM.

aneKkTpokapanorpapus (3KIM): cuHycoBas TaxmKkapaua
¢ aputmuen, HCC — 120-152 ya./MWH, BepTUKaNbHOE
NONOXEHME INEKTPUYECKON OCU cepaLa.

dubporacTpoayoaeHOCKONMs: NPU3HaKN aTpodPpuyecKo-
ro ractTpogyogeHura.

KowmnbtoTepHas Tomorpagus (KT) ronoBHOro Mosra: ova-
roBbIX U 06bEMHbIX UBMEHEHUI BELLECTBA MOJIOBHOrO MO3ra
He onpegensercs.

HCT: axorpaduyeckue napameTpbl 6OKOBbIX }KeNya04KOB
Ha BEPXHEN rpaHuLLe HOPMBbI.

MPT rosnoBHoro mo3ara: Ha ToMOrpammax roj0BHOIo
MO3ra B Tpex B3auMMHO MEPrneHAMKYNAPHbIX NPOEKLMAX
B pexkume T4, T2, BU 1 FLAIR nonyyeHbl n3o6paxkeHuns cy6-
W cynpaTeHTopUabHbIX CTPYKTYP FONOBHOIO Mo3ra. Ha poHe
He3aBepLWEHHON MUENWHU3aLMKM 04aroB MNaTONOMMYECKH
nameHeHHoro MP-curHana B BelecTBe 60/blUMX Moaywa-
pWi rOIOBHOIO MO3ra, CTBOMA M MO3XKe4yKa He onpeaenseT-
cs. QuddepeHunpoBKa ceporo U 6enoro BewecTsa Mosra
yaoBneTBoputenbHas. CpeaunHHble CTPYKTYpbl 6e3 AMCno-
Kauumun. TpeTuh xenyaoyek no cpegHen JIMHUK, WMPUHOWN
3 MM, 60KOBbIE }KENYA04KN CUMMETPUYHbIE, HE3HAYUTENBHO
paclUMpeHbl Ha YypoBHe Ten 40 14 MM, YeTBEPThIN KenyaoveK
006bI4HbIX pa3mepoB M dopmbl. CynpacennapHas obnacTb
6e3 0COOEHHOCTEN. XMa3ma U 3puUTeNibHble HEPBbLI HE pac-
WKMPEHbI, oTMeYaeTcs NoAo60n04EeYHbIN OTEK 3PUTESNBHbIX
HepBoB Ha T2 BW. CurHan ot runodursa, pacnosioKeHHOro
B MOSIOCTM TypeuKoro cegna, anddepeHumpoBaH, pasme-
pbl He yBenuyeHbl. CynpacennsipHas UUCTepHa He pac-
wunpeHa. BHyTpeHHWe cnyxoBble MPOXOAbl CMMMETPUYHBI,
He pacliMpeHbl, BECTUOYNOKOX1eapHble HEPBbl HE U3MeEHe-
Hbl. KopTMKanbHble 60po34bl 601bWKMX NOAyWapuin BU3yanu-
3UpYLOTCA OTYETNMBO. KOHBEKCUTanbHble cybapaxHouaanb-
Hble NPOCTPaHCTBa HEPaBHOMEPHO pacluMpeHbl (40 4 MMm),
He aedopMrpoBaHbl. MUHAANMHBI MO3XKEYKa PacmnoioXeHbl
Ha ypoBHE 60MbLIOro 3aTblIOYHOIO0 OTBEPCTUSA, CUMMETPHUY-
Hbl, BepTebpobasunspHoln nepexonq 6e3 0COBEHHOCTEW.
3aK/loyeHne: JaHHbIX 3a o4arosble U Anddy3Hble U3MeHe-
HWS, 06BEMHOE NOPaXKeHMe rolI0BHOMO MO3ra He BbISIB/IEHO,
MMeeT MecTO 3Tan MWEeNMHU3aLMKM BeLlecTBa roN0BHOMO
MO3ra, KOCBEHHbIE MPU3HAKW BHYTPUYEPENHOW FMMNEpPTEH-
31K, NPUBHAKN HaPYXKHOWM 3amecTuTenbHon rugpouedanvm
Ha doHe KopTUKanbHON aTpoduUm.

anekTpoaHuyepanorpapus (33l): peructpupyertcs
3amejsieHne KOPKOBOM PUTMMKM OTHOCUTENIbHO BO3pacTa,
30HalIbHblEe Pa3/IMyYns CrarKeHbl, COH cnabo MoaynMpoBaH
no dasam u crtagusaMm, GU3MONOrMyecKne naTTepHbl CHa
PErUCTPUPYIOTCA CHUMKEHHBbIM WHAEKCOM, 3nunentTudopm-
Has aKTMUBHOCTb He 3aperncTpupoBaHa.

aneKkTpoHenpomuorpapumnsa (AHMF): BbiISBNEHbl Npu-
3HaKW HEe3HayuTeNbHOW aKcoHonaTUM NpPaBoro W NIEBOro
6onbliebepLoBbix HepBOB. MNPU3HAKOB HapyLeHWs NPOBO-
AMMOCTHM MO NpaBoMYy W IEBOMY Mafnio6epLOBbIM U NpaBomy
CpeanMHHOMY HEpPBaM He BbISIBIEHO.

KoHcynbraumnsi okynncta. [nasHble 96J10KU CMOKOWHbIE,
ONTUYECKME cpefbl NPo3paYvHble, AUCKKU 3PUTENbHbIX HEPBOB

61efHble, C YETKUMU rpaHuLLaMK, NMPSIMOV BbIXOA COCYAUCTO-
ro nyyka, Xo4 peTUHaNbHbIX COCYA0B HE M3MEHEH, cocyabl
y3Kkue, A: B =1:2, B MakynsapHow 30He pedneKchbl Nnpocma-
TpuBatoTcs, GOH ceTyaTKun 6nefHbli. 3aKyeHne: npusHa-
KW aHrMonaTum ceT4aTku 060mX rnas.

KoHcynbTaumsa kapguosora. Y4uToiBas HopMaibHble pas-
Mepbl cepaua, HopMmasbHble TFpaHuubl cepaua Mo peHT-
reHorpadum rpyaHON KAETKM U OTCYTCTBUE W3MEHEHUN
CTPYKTYpbl MWMOKapaa v cepaua no Y3U cepaua (bpakuns
Bbl6poCca — HOpMa), OTCYyTCTBME MNPU3HAKOB CepaevHON
HeJOoCTaTO4YHOCTM Ha GOHEe NOBbIWEHUS MapPKEPOB MblLIEY-
HOro pacnaja, Henb3s UCKIYUTb HeMpoMblleyHoe 3ab0-
NeBaHue ¢ MMoONaTU4eCKUM CUHAPOMOM.

KoHcynbtauyms Hesposaora. o pesynbraTam KAWHM-
KO-n1abopaTopHOro M MHCTPYMEHTaNIbHOro MccaefoBaHus
y pebeHKa Beaywum B KAMHMYECKOM KapTuHe sBaseTcs
nporpeccupyloLiee nopaxeHne Mblle4YHoM CUCTEMBI (None-
pe4yHo-nosocaTas MycKynaTypa, MWOKapa). BbipaxkeHHas
MblleYHas cnabocTb ABASETCA OCHOBHOM MPUYMHON Hapy-
WEeHW BCKapM/IMBAHMSA C NOCNeAyoWUM pa3BUTUEM Hedo-
CTaTO4YHOCTM HYTPUTUBHOIO CTaTyca, perpecca BO3pacTHbIX
NMCUXOMOTOPHbIX HABbIKOB, GOPMUPOBAHNS KIIMHUKKU HapyXK-
HOW odTanbmonneruun, 6ynb6apHoro cuHapoma. C yyetom
HanmMynsa atpodu4eCcKMx BMeHeHUn no gaHHoiM MPT B cove-
TaHWK ¢ nceBgobyNb6apPHbIM CUHAPOMOM (TPMU3M YentoCcTen)
He MCKJ/lo4aeTcs BOBieYEHMS B NATONOMMYECKUI npouecc
M LEeHTpaNbHOW HEPBHOW CUCTEMbI. TakXe y MnauueHTKM
MMEeeTCs K/MHWKA 3KCTPaMbIWEYHOro NopaxeHus B Buae
renaTtonueHanbHoOro cMHapoma. Takum o6pasom, y pebeHka
umMeeT MecTo 3HuedanoMmMonaTns HeyTOYHEHHOro reHesa
C MWOMATUYECKUM CMHAPOMOM, HapyxKHon odTanbmonne-
rnen, O6ynbb6apHbIM M NceBAOBYyNbOAPHLIM CUHAPOMAaMMU,
CUHAPOMOM rpy6oW 3a4ePKKM B MCMXOMOTOPHOM U Npeape-
4eBOM pa3BuTuu. C yyeTom dpeHoTuna pebeHKa u Hanbonee
BEPOATHOM MPUYMHBI MbllEeYHOW cnabocTn B pesynbrate
NOpPa)KeHUs MbIWEYHON CUCTEMbI NO AaHHbIM NlabopaTop-
Horo o6cnenoBaHnsa andodepeHumanbHO-AUMarHoOCTUYECKUI
NMOUCK [AOSIKEH MNPOBOAMTLCH MEXAY HacneACTBEHHbIMU
60ne3HAMN OOMeHa, NpOoTeKalWUMKU C MUOMNATUYECKUM
CUHAPOMOM (TM30COMHbIE 6ONE3HN HaKONIeHU — 60Ne3Hb
Momne), MWTOXOHAPMWANbHbIMK 3SHUedanoMnonaTUIMK,
HacneaCTBEHHbIMM U NPUOGPETEHHBIMU MHUonaTuamu, CMA.
TpebyeTca UCKNOYEHWE ONYXONEBOrO Npouecca pasinyHon
noKanusaumnu, MHOEKLMOHHbIX, SHAOKPUHHbIX 3a60neBaHUM
KaK NPUYUHbI BTOPMHHOIO MMONATUYECKOro CUHAPOMA.

OTcyTCTBME 0OYaroBbIX M OO6BbEMHbIX U3MEHEHWUIH coma-
TUYECKMX OpPraHoB W FONOBHOIMO MO3ra Mo AaHHbIM 00b-
E€KTMBHOrO0 OCMOTPa W WMHCTPYMEHTasIbHbIX UCCeaoBaHum
B COYETaHMU C He3HayuTeNbHbIM MOBbILEHWEM YPOBHS
ADIT N03BOANAO UCKAOYNUTL Yy pebeHKa Hannyne onyxone-
BbIX NMPOLECCOB KaK MPUYUHbI MMOMATUYECKOro CUHAPOMA.
Ha ocHoBaHWM OTCYTCTBUS KJIMHUKKU OBLENHDEKLMOHHOIO
CUHAPOMa, BOCNANUTENbHbIX UBMEHEHWI B O6LLEM aHanuse
KPOBM, MPU3HAKOB aKTMBHOIO MHGOEKLMOHHOIO npoLecca
no AaHHbIM MDA, HOpManbHbIX 3HAYEHUH NMPOKaNbLUTOHM-
Ha M HEe3Ha4yuUTeNbHOro NoBbllweHns C-peakTUBHOrO 6enka
(CPB) 6bIIM UCKOYEHDBI CUCTEMHbIE GaKTepuabHble MPO-
Liecchbl, BMPYCHble M MNapa3uTapHble MHPEeKuun. KnmHuko-
NnabopaTopHO y pebeHKa 6blN0 TaKKe OTBEPrHyTO Hanuyue
rMNOTUPEO3a KaK NPUYMHbI reHepasn3oBaHHOM MbllLEeYHON
cnabocTu.

Mo pe3ynbtatam AHMI gaHHbIX 3a Nopa)keHune nepude-
pUYeCcKoro MOTOHEMpPOHa NM6GO HanuMyMe nonvHenponaTuu
KaK BO3MOXHOW NPUYMUHBI MMOMATUMYEeCKOro CUHAPOMa NoNy-
4yeHO He 6b110. Mo AaHHbIM HEWMPOBU3yanu3aunn rpyodbix
CTPYKTYPHbIX M3MEHEHWUI TONOBHOIMO MO3ra He HaWgeHo.
OpHako Hanuyme MPT-npn3HaKoB KOPKOBOW aTpodurm roBo-



pUIo B NOMb3Y BO3MOXHOIO Hac/leACTBEHHOrO HapyLlleHns
obMeHa BellecTB.

lonMopraHHOCTb MoOpaeHus (reHepann3oBaHHas
MblleYHas ¢nabocTb, renatofiMeHanbHbli CUHAPOM, CWH-
OPOM 3afepXKnU B NCUXOMOTOPHOM M GU3MYECKOM pPas3Bu-
TUM), NPOTrPEANEHTHOCTb TeyeHus 3aboneBaHus, Hanudue
«CBETNIOrO» NPOMEXKYTKA C OTCYTCTBUEM KJIMHWKW B nep-
Bble MecCsUbl XXW3HU YKa3blBaiu Ha Hanuyue y naumeHTKU
HacneLCTBEHHOro HapyLeHns o6MeHa BELLECTB, B TOM YUC-
/1€ U MUTOXOHAPUWANbHON NaToNOrMK.

Ha 6a3e ®IrEHY «MIHLL um. akaga. H.IN. BoykoBa» B na6o-
paTopuKn CENEKTUBHOIO CKPMHUHIA NPOBEAEH paj nccneno-
BaHWM C Lenblo BepudburKauumn guarHosa.

MeToaom cneKkTpodayopuMeTpun nposefeHa 3H3MMO-
OWarHoCcTMKa ¢ onpeaeneHnemM aKTMBHOCTU NIM30COMHbIX
depmMeHTOB (Tabn. 3), a TaKKe KOHLUEHTpaLUun NM30CPUHIo-
nMNUAoB (Tabn. 4) B NsTHaX BbICYLWEHHOW KPOBW. HMKaKKUX
OTKJIOHEHWN aAKTUBHOCTU MUCCNEAO0BaHHbIX JIM30COMHBbIX
GEepMEHTOB M KOHLEHTpauUnn nn30CHUHronnnmuaos obHa-
PYXEHO He 6blN0, YTO MCK/OYMIO Halnyue y nauueHTKU
6one3Hen Kpabbe, MNomne, ®abpw, Mowe, HUMaHHa — lMnKa
(wn A/B, tvn C), mykononucaxapugosa 1-ro tuna, GM1-,
GM2-ranrnmo3naosos. C yyetom deHoTMna pebeHKa 1 oco-
6EHHOCTEN KJIMHUYECKOW KapTUHbl Haubosiee 3Ha4yMMbIM
SABUNIOCb UCKOYeHWe 6onesHu Momne, 4ng KOTOPOM Xxapak-
TEPHO Hannyune TAKENOro MMoNaTU4eCcKoro CMHApoma.

MeTtogom TaHaemMHoM Mmacc-cnekTpomeTtpun (TMC)
npu UCCNefoBaHMUM CyXmUX NATEH KPOBM AaHHbIX 3@ Hanu4yme
aMuHoauuaonaTui, OpraHUMYecKuUx auuaypun v Hapyuwe-
HUA MUTOXOHAPWMANBHOIO 6eTa-OKUCNEHUS XMUPHbIX KUCAOT

HanaeHo He 6bIn10. MoCKoNbKY NaToNOrMa MUTOXOHAPWANb-
HOro o6MeHa He orpaHuMYMBaeTCs TONbKO 3a60/ieBaHUSIMMU
C HapylleHneM 6eTa-OKUCNEHNUS HUPHbIX KUCIOT, MONyYeH-
Hble pe3ynbTatbl TMC He npoTMBOpeYaT NpPeanonoXeHuo
0 TOM, 4YTO y pebeHKa MMeeT MecTo MWTOXOHAPMWanbHas
naTonorus.

Mpn nccnefoBaHUMM KOHLIEHTPALIMKW OPraHUYEeCKUX KUC-
noT B o6pasuax MoYM METoAOM ra3oBOM XxpomaTorpaduu
(MOYa Ha opraHM4yecKne KMCnoTbl) 6bIN0 BbIIBAEHO NOBbILIE-
HMWE KOHLEHTpauUuKn psaaa mMeTabonuntoB (2-rMapoKCcUn3oby-
TUpar, 3-rapoKcucebeLnHoBas, rmMKoneBas, roMOBaHWUIN-
HoBas, cy6epuHOBaAs KUCNOTbl, CYKLMHAT, 3TUIMaNoHOBas
Kucnota). [JaHHble U3MEHEHUS MOryT HOCWUTb BTOPUYHbIN
XxapaKkTep nM60 O6biTb 06YCNOBAEHHBIMWM PAAOM Hacnea-
CTBEHHbIX 3a60neBaHWiA, B YaCTHOCTU MMUTOXOHApPWanbHOM
WU MEPOKCUCOMHOM NaToNOTMEN.

Ha 20- feHb rocnuTann3auunun npoBeaeH TenemMeauLnH-
CKWW KOHCUNIMYM C 3aBeaylolen otaeNieHnem MeanLMHCKOM
reHetnkn POAKB PrAOy BO PHUMY wum. H.W. MNMuporosa
MunsgpaBa Poccun C.B. MuxannoBon — BpavyoM-HEBPO-
norom, npodeccopom, AOKTOPOM MEAULMHCKUX HayK.
Mo 3aKlYeHMI0 KOHCUAMYMa, Ha OCHOBAHWMU KJIMHWKO-
aHaMHEeCTUYECKUX [aHHbIX, XapakTepa TeyeHus 3abone-
BaHWS, [JaHHbIX HEMPOBU3yanu3aLuK HeNb3s UCKIYUTb
3aboneBaHue U3 rpynrbl HacNeACcTBEHHbIX 60/1e3HEN 06Me-
Ha BelecTB, B TOM 4YMUCNe MUTOXOHApWanbHbIX 3HLeda-
nomuonaTtuin. Ona yTOYHEHWs auMarHo3a MoKal3aHo npo-
BeleHUe MONEeKYNapHO-TeHETUYECKOro WCCneaoBaHuUA
no naHensm «HacneacTBeHHble 601€3HN 06MEHa BELECTB,
«MeTabonuyeckne muonatum». Mpu OTCYTCTBUM OTKJIOHEHUM

Ta6nuua 3. Pe3ynbtathl UCCNeLOBaHUSA aKTUBHOCTHU IM30COMHbIX GepMeHTOB (nabopaTopus CENEKTUBHOMO CKpUHUHIa, PrEHY «MITHL,

M. akag. H.MN. boykoBa»)

Table 3. Results of the study of lysosomal enzyme activity (Laboratory of Selective Screening, N.P. Bochkov Moscow State Medical

University)
ot | Pegopenoue | S,

lanakTouepebpo3ngasa BbonesHb Kpabbe 3,74 0,7-10 MKM/n/4
Anbda-rnoko3unaasa BonesHb Momne 8,8 1-25 MKM/n/4
Anbda-ranakrosmgasa BonesHb Pabpu 13,76 0,8-15 MKM/n/4
beta-rniokouepebpo3ungasa BbonesHb lowe 12,95 1,5-25 MKM/n/4
CduHrommnenmHasa BbonesHb HumanHa — lNuka, Tun A/B 13 1,5-25 MKM/n/4
Anbda-naypoHunaasa MyKononucaxapuaos 1-ro Tuna 9,68 1-25 MKM/n/4
[ekco3amuHupasa (TotanbHas) BonesHb Tess — Cakca, CaHaxodda 448,4 50-453 HM/Mn /4
Beta-D-ranaktosunaasa GM1-raHrnMo3naos 88,6 6,3-175,7 HM/Mn /4
[ekco3amuHuaasa A BonesHb Tes — Cakca 34,3 17-187 HM/Mn /4

Ta6nuua 4. Pe3synbraTbl MCCNEA0BaHUSA KOHLUEHTPaLUKU TM30CHUHIONUMNUAOB (TabopaTtopust CENEKTUBHOIO CKpUHUHIra, ®reHY «MIHL,

MM. akag. H.l. boykoBa»)

Table 4. Results of the lysosphingolipid concentration study (Laboratory of Selective Screening, N.P. Bochkov Moscow State Medical

University)
Depment Hozonorns AKTUBHOCTb PedepeHcHble EanHULbI
depmeHTa 3HavYeHus U3MepeHus
JInsorno6oTprnasnncGuHrosnH BonesHb ®abpu 0,32 0,05-3,0 HI/MN
JIn3ocOUHroMmenmH BbonesHb HumaHHa — Muka, Tin A/B 2,55 0,2-15 HI/MN
JM30CHUHrOMUENNH-509 Bonestb H”Ma::r?gn"'“a' ™n A/B, 0,91 0,15-3,7 MOM
[ekcanncPpuHrosunH Bonesne fouwe, 7,03 0,2-10 HI/MN
60ne3Hb Kpabbe ’ !
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g SHORT REPORTS

KPATKUE COOBLUEHUA

no pesynbratam AaHHbIX UcCnegoBaHMm TpebyeTcs nposeae-
HWEe MONHOrEeHOMHOro CeKkBeHMpoBaHus. CKOppurMpoBaHa
HernpomMeTabonmMyecKas Tepanus (CM. HUXKe).

Ha 27-1 aeHb rocnutanu3aumu 6bi1n NonyYyeHbl pesysb-
TaTbl MCCNeaoBaHMsa No naHensam «HacnencTBeHHble 601e3-
HW obmeHa BeuwecTB» U «MeTabonn4yeckue muonaTun»,
BbIMNOJIHEHHOrO B pamKax nporpammbl «OPUT HBO», npoBo-
ammon PreHyY «MIMHL, mm. akag. H.M. BoykoBa», meToaom
MacCOBOro NapanfienbHOro CEKBEHNPOBAHMS.

Mo naHenn «HacneactBeHHble 60ne3HNM o06MeHa
BelecTB» Ha npuoope Nextseq (lllumina) npoBegeH aHanua
HYKNEeOTUAHbIX nocnegoBaTenbHocTen 71 reHa, KOTopble
accouMMpoBaHbl ¢ pa3BUTMEM HaCNeACTBEHHbIX 60ne3HeN
obMeHa BellecTB, a UMeHHo: ABCD4, ACAT1, ACSF3, AMT,
ARG1, ASL, ASS1, BCKDHA, BCKDHB, BTD, CA5A, CD320,
CPS1, D2HGDH, DBT, DLD, DNAJC12, ETFA, ETFB, ETFDH,
ETHE1, FAH, FLAD1, GCDH, GCH1, GCSH, GLDC, HCFC1,
HLCS, HMGCL, IDH2, IVD, L2HGDH, LMBRD1, MCCC1,
MCCC2, MCEE, MLYCD, MMAA, MMAB, MMACHC, MMADHC,
MMUT, MTHFD1, MTHFR, MTR, MTRR, NAGS, OAT, OTC, PAH,
PCBD1, PCCA, PCCB, PPM1K, PRDX1, PTS, QDPR, SLC25A1,
SLC25A15, SLC25A32, SLC52A1, SLC52A2, SLC52A3, SPR,
SUCLA2, SUCLG1, SUCLG2, SUGCT, TAT, TCN2. MNMaToreHHbIx
M BEPOSATHO-MATOrEHHbIX HYKNEOTUAHbIX BapUaHTOB B 3TUX
reHax y nauneHTKM BbISIBJEHO He 6blfo.

Mo naHenn «MeTabonuyeckune mMuonaTun» Ha npuobo-
pe GenolLab M (GeneMind Biosciences) npoBeaeH aHa-
/I3 TeHOB, aCCOLMMPOBAHHbIX C Pa3BUTMEM HaCNeACTBEH-
HOM muonaTun. B 3Kk3oHe 2 reHa TK2 (NM_004614.5)
BbIIBIEH OMWCaHHbIN paHee Kak nartoreHHbln (HGMD_ID
CD1812385) Bap1aHT HYK/1e0TUAHOW NocneaoBaTeNbHOCTH
chr16:66582891TTC>T B reTepo3nUroTHOM COCTOSIHUK, NPU-
BOASALWMN K CABUTY PaMKW CUMTbiBaHUS c.144_145delGA,
p.(Lys50llefsTer99). BbiiBNEHHbIA BapuvaHT HYKJI€0TUAHOWM
nocnefoBaTeNbHOCTM 3aperucTpupoBaH B KOHTPOJSIbHOM
Bbl6opKe Genome Aggregation Database (gnomAD v. 3.1.2)
¢ annenbHow 4vactoton 0,000710%. MMy6GuHa NOKPbLITUS
Toykn x237. CornacHo Kputepmsam ACMG, BbISIBIEHHbIV
BapuaHT sBNSeTca natoreHHbiM. B aKk3oHe 6 reHa TK2
(NM_004614.5) BbiiBNEeH OMNUCaHHbIN paHee Kak naTo-
reHHoin (HGMD_ID CM065488) BapuaHT HYKNeOoTUAHOWM
nocneaoBaTtenbHocTH chr16:66562930G>A B reTepo3nroT-
HOM COCTOSIHWUM, MPUBOAALLNIA K MUCCEHC-3aMeHe ¢.416C>T,
p.(Ala139Val). BbisBNEHHbIV BapuaHT HYKNeoTUAHOW nocne-
[LOBaTeNbHOCTU 3aperucTpupoBaH B KOHTPOJbHOM BbIGOP-
ke gnomAD v. 3.1.2 ¢ annenbHon Yactoton 0,002830%.
[ny6uHa nNoOKpbITUA To4ykKM %X271. CornacHo KpuUTepuam
ACMG, BbISIBJIEHHbI BapuaHT SBNSETCA NaTOreHHbIM.

BapuaHTbl B reHe TK2 (16-a xpomocoma, lokyc 16g21)
B FOMO3UIOTHOM M KOMMayHA-reTePO3UroTHOM COCTOSIHUM
onucaHbl y nauueHToB ¢ TK2-accouMMpoOBaHHOM MUTO-
XOHAPHUanbHOW MUonatuen (CMHAPOMOM MCTOLLEHUS MMTO-
xoHapuanbHon OHK, accouumpoBaHHbIM C reHom TK2 —
mitochondrial DNA depletion syndrome 2 (myopathic type),
OMIM: #609560) nn6o ¢ pas3BUTMEM MNpPOrpeccupytoLLemn
HapyXHON odTanbmonnernm c geneumsamum MUTOXOHAPHU-
anbHon JHK, ayTOoCOMHO-peLeccuBHbIM TUN 3 (progressive
external ophthalmoplegia with mitochondrial DNA deletions,
autosomal recessive 3, OMIM: #617069).

Pe6eHOK KOHCynbTMpOBaH reHeTukoMm. C y4yeTom BO3-
pacTa gebioTa M TAKECTM TeyeHus 3aboneBaHus, Hanwu-
YUS TAKENOro 6bICTPONPOrPECCHUPYIOLLErO MMONATUYECKOro
CUHAPOMa B COYETAHUW C HapyXKHoW odTanbmonaernen,
6ynbb6apHbIM, NceBaobynbb6apHbIM CUHAPOMaMK, BOBeYe-
HMEM B NaTONOMMYECKMI MPOLLECC COMaTUYECKMX OPraHoB
(renaTonneHanbHbIM CUHAPOM, KapauomuonaTtus) y nauu-
E€HTKM umeeT MecTo TK2-accouummMpoBaHHas MWTOXOHAPU-

anbHas muonatus, mMiageHyeckas (MHaHTunbHasa) ¢op-
mMa. loKka3aHo NpoBeaeHne cekBeHupoBaHus no CeHrepy
«TPUO» ANSt NOATBEPIKAEHUS HANMYNS BbISBAEHHbIX MyTaLWN,
XapaKTepa Mx HacnefoBaHUs U onpefeneHns reHeTM4ecKo-
ro cratyca pogutenen u cuécea.

C uenbio BanMaaunmn Mytauuin, o6HapyKeHHbIX y pebGeH-
Ka, NpoBefeHO ceKkBeHMpoBaHWe no CeHrepy «Tpuo». bbinu
obcnegoBaHbl geBo4yKa-npobaHi, ee MaTb, OTeL M cUBC
(6paT 5 net). Y AeBOYKM MOATBEPXKAEHO HanyMe paHee
yKa3aHHbIX NaToreHHbIX MyTauui B reHe TK2 B KomMnayHa-
reTepo3nroTHOM COCTOSIHMM. MaTb NauMeHTKM OKal3anacb
HOCUTENbHMLIEN NATOreHHON MyTalUuMK B 3K30He 6 reHa TK2
(c.416C>T, p.(Ala139Val)), a oTey, — B 3K30HEe 2 AaHHOro
reHa (c.144_145del, p.(Lys50llefsTer99)). Cubc He yHac-
nepoBan natonorMYyeckux MyTauumm oT poauTenen. Takum
06pa3om, HannM4ymMe ayToCOMHO-PELLECCUBHOMO Hacneosa-
HWS MyTauuKn 6b1710 NOATBEPKAEHO.

KnuHuyeckuin guarHos

Ha ocHOBaHWKW AaHHbIX aHaMHe3a, 06 bEKTUBHOIO CTaTy-
ca, pe3ynbTaToB 1abopaTOPHO-UHCTPYMEHTANbLHOIO U Mose-
KyNnsipHO-reHEeTUYECKOro MccneaoBaHmMa pebeHKy BbiCTaB-
JIeH AnarHoa.

OcHOBHOM gmMarHo3: «TK2-accoummpoBaHHas MUTOXOH-
apuanbHas Muonatus, MaageHvyeckas (MHpaHTuIbHas) dop-
Ma (CMHAPOM MCTOLLEHUS MUTOXoHApuanbHon AHK, tvn 2,
MWUOMATUYECKUI TUM): MMOMATUYECKUM CUHAPOM, MPOrpec-
cupylowaa HapyxHaa odbTanbmonnerus, aHuedbanonartus
C CMHAPOMOM rpy6oi 3a4epKKU B NCUXOMOTOPHOM W npea-
peyeBOM pa3BUTUMU, NceBA0OYNbOaPHbIN, ByNbOapPHbIN CUH-
[IPOMbI, KapaMoMKuonaTus, renatoMeHanbHblM CUHAPOM».

ConyTcTBYyOLWMI AUarHo3: «benkoBo-aHepreTMyeckas
HeAO0CTaTOYHOCTb XPOHWYECKas CpeaHen CTENEHN TAKECTH.
AHrvonatusa cetyaTku ob6owux rna3. Manas aHoManus pas-
BMTUS cepaua: OTKPbITOE OBajibHOE OKHO, AuaroHasbHas
TpabeKyna B NONOCTM NEBOrO }enyao4yka, HeoCTaTO4HOCTb
TpUKycnunaanbHoro KnanaHa 0—1-1 cteneHm».

AnddepeHynanbHas gUuarHocTuka

Y pebeHKa BegyLUM CUMMNTOMOM B KJIMHUYECKOM Kap-
TUHe 3aboeBaHna ABASETCA MblleyHas cnabocTb. C TOYKM
3PEHMS TOMUKU MOPAXKEHUS JaHHbIN CUMITOM MOXKeT dop-
MUPOBATLCA MPU MOPArKEHUU Pa3AUYHbIX HEPBHO-MbILIEY-
HbIX CTPYKTYP: Ha YpOBHEe nepnudepru4ecKoro MOTOHEPOHa,
nepudepmnyecKkoro Hepsa, HEPBHO-MbIWEYHOrO CuHanca
NMB0 HENOCPEACTBEHHO Ha YPOBHE MblLLEYHOrO BOJIOKHA.

TUAWYHBIM NPUMEPOM MopaxKeHus nepudepmnyecKo-
ro MOTOHEMpOHa B [JeTCcKom Bo3pacTe aABnserca CMA.
Kak wunaBecTHO, passute CMA cBfI3aHO C MyTauusMu
reHa BbIXMBAemMoCTW MOTOHenpoHoB SMN1, 4To NpMBOAUT
K rméenn anbda-MOTOHEMPOHOB CMMHHOMO MO3ra C pas-
BUTUEM CUMMETPUYHOM MblWeYHOW cnabocTtn. PeHoTUMbI
MnageHyeckon dopmbl TK2-accouUMMPOBAHHOM MWUTOXOH-
npuanbHon mnonatum 1 CMA 5q ¢ ne6toTom Ha nepBom rogy
YU3HW 04eHb CXOXM [6]. Ansa o60mx 3ab6oneBaHUi xapaKTep-
Hbl NOSIBNEHUE CUMNTOMOB B NEPBbIE MECSLLbl XXU3HU, Hapy-
WeHWne BCKapM/MBaHUSA, perpecc MOTOPHOro pasBuTHS,
nporpeccupylouas CMMMETpPUYHasa MblllevyHas cnabocTb
c nocneaytouwen atpoduen MblllL, yracaHMeM CYXOXUNbHbIX
pedbnekcoB, GopmMUpoOBaHMEM [AblXaTeNbHbIX HapyLlEeHWN
Ha No3HUX cTaaunsax 3aboneBaHus. Tem He meHee, ans CMA
KIMHUYECKM XapaKTepHbl 60nee Bblpa)XeHHOe Mopaxe-
HWEe aKCManbHOM MYCKynaTypbl M MPOKCHMMalbHbIX OTAENOB
KOHEYHOCTEN, Hannyne GpacumKynauMn Mblll, B pedynbrate
WX AEeHEepPBaLIMK U OTCYTCTBME 3a4EPKKM NCUXMYECKOrO pas-
BUTUA [23, 24]. Y Hallen nauMeHTKU Mbl BUAUM pasBUTUE
ONOOY3HON MbIWEYHOM TUMNOTOHUU, OTCYyTCTBME dacuuKy-



NAUMRA, pa3BUTUE KIMHWKK 3HUedanonatuun, BOBMeYEHUE
B NaTO/I0rMYECKMI npoLiecc nevyeHu, cepaua. JaHHble IHMI
(oTcyTCTBME M3MEHeHUs F-BonHbI, xapaKTepHble ans CMA)
1M nabopaTopHble MPU3HAKKM BbiparKEHHOro pabaoMuonnaa
TaKke onpoBepratoT guarHo3 CMA.

MNMopaxeHne nepudepmnyecknx HepBoB B BUAE MOTOPHOM
NoJIMHENPONaTUK XapaKTepu3yeTcs MblleYHON cnabocTbio,
NPEUMYLLECTBEHHO B AMCTalbHbIX OTAENax KOHEYHOCTeW,
¢ popmMMpoOBaHMEM B AMHAMUKE BOCXOASLLEro xapakTepa
ABWrateNbHblX HapyweHun. [laHHble CUMNTOMbI HeXapaKTep-
Hbl ANS NPeACTaBAEHHOI0 KIMHMYECKOro cilyyas, 4To N03BO-
NFeT UCKYUTb 3TOT YPOBEHb MOPa)KeHUs u 3abonesa-
HUS, NpOTEKaloLWMe ¢ NopaKeHneM ABuraTeNbHblX BONOKOH
nepndepryecKkmx HepBOB.

MNopaxeHne HeEPBHO-MbILLEYHOI O CUHAMNCca JIEXUT B OCHO-
BE psja BPOXKAEHHbIX U MPUOBPETEHHbIX NATONOMMMI, TaKMUX
KaK MMaCTEeHUS, BPOXKAEHHbIE MUACTEHUYECKME CUHAPOMbI.
Mpn MMacTeHnn pesynstTaTtoM BblpaBOTKM aHTUTEN K aLeTu-
XONWHY U/WUNK pasnnyHbiM 6e1KamM MMOLMTOB aBaseTcs op-
MUPOBaHWEe HEPBHO-MbILLEYHOr 0 6/10Ka Ha YpoBHE cMHanca.
3aboneBaHne MoxeT fgebloTupoBaTtb B t060M Bo3pacTe,
B TOM YMClie U MNafeH4YecKoM. B ocHOBe BpPOXAEHHbIX MUa-
CTEHMYECKMUX CHHLPOMOB JfexaT pasfnyHble ayTOCOMHO-
peLeccuBHblE WKW AyTOCOMHO-AOMUHAHTHbIE MyTauuu,
npUBoOASALLME K HapYLUEHUIO CUHTE3a GENKOB, ABSIOLLMXCS
MOHHBLIMW KaHanamu, depmeHTamMu 60 CTPYKTYPHbLIMU,
CUrHaNbHBIMU MW TPAHCMOPTHLIMKU MONeKynamu, GopmMupy-
IOWMMKU paboTy cuHanca. [e6ioT 3abosieBaHNsd MOXKET ObITb
C poxaeHus. KNMHUYECKN AN MUACTEHMW U BPOXKAEHHbLIX
MUaCTEHUYECKNX CUHAPOMOB XapaKTepHbl Natofiornyeckas
YTOMASEMOCTb MbIWL, M Mbllle4yHas cnabocTb pasnnyHOM
CTENeHU BbIPaXKEHHOCTU B NIMLIEBOM, rMasHon, 6ynb6apHom
MYCKynaType, akcuasnbHbIX, AblXxaTebHbIX MbIWLAX U Mbl-
Lax KoHeyHocTewn. MNpu BPOXKAEHHbBIX MMACTEHUYECKUX CUH-
ApOMaXx TaKe onucaHbl KOrHUTUBHbIE HapyLeHWs, AUCMOp-
dun3m, HeBponaTus unu anunencus [25, 26].

B otnnune ot TK2-accoummpoBaHHOW MWUTOXOHAPMU-
anbHOW MMOMaTUKU, AN MUMACTEHMM U BPOXKAEHHbLIX MWa-
CTEHMYECKUX CUHLPOMOB XapaKTepHbl M36UpaTenbHOCTb
nopaKeHns OTAENbHbIX MbIWeYHbIX rpynn, NabunbHOCTb
KIMHUYECKMUX CUMNTOMOB C YMEHbLEHNEM MbILLIEYHOW cNa-
60CTH Nocne OTAbIXa AU NPUMEHEHUS @aHTUXONMHACTEPA3-
HbIX NpenapaToB W YCUIEHUEM NOC/IE MbILLEYHON Harpy3KHK.
Mpu3HaKkK HapyweHns paboTbl CMHANCa Ha CTUMYAALMUOH-
HoM QHMI (M3meHeHWe xapaKTepa M-oTBeTa) momoratoT
BepudunuUMpPOBaTb YPOBEHb MOPAXEHUS W MPUYUHY ABU-
ratenbHbIX HapyweHwn. [aHHble KNuHu4yeckue u IHMI-
NPU3HaKK OTCYTCTBYIOT Y HalLeN NauMeHTKH, 4TO NO3BONsET
UCKIOYUTb MUACTEHUIO U BPOXKAEHHbIE MWACTEHUYECKMe
CUHApPOMBI [26, 27].

MpuinHamn pas3BuUTUS ABUraTeNbHbIX HapyWweHUN
C CUMNTOMaMM MbILEYHOM CNabOoCTU MOTyT 6GblTb NEPBUYHO-
MbllEeYHas NaTon0rmMs nam cCO6CTBEHHO MUONATHUK, NPU KOTO-
pbiX pas3BuBaeTcd (PYyHKUMOHANbHbIA WU/UNN CTPYKTYPHbIN
nedeKT paboTbl MbIWEYHOrOo BOMOKHA, NPOSBASIOWMICA
KJIMHUKOM MMONAaTUYECKOro cMHApPOMa. ITO O4YeHb 06Wwup-
Has U reTeporeHHas no atMonatoreHesy rpynna 3abonesa-
HWI. B 3aBUCUMOCTH OT ATUONOINMM MMOMNATMKN MOXKHO pa3ae-
NIUTb Ha ABE OCHOBHbIE IPYyNMNbl — NEPBUYHbIE U BTOPUYHbIE.
lepBUYHbIE MMONATUM — 3TO FEHETUYECKU AETEPMUHUPO-
BaHHble 3a601eBaHUs C Pa3IMYHbIM TUMOM HaceLoBaHUS.
PasnuyHble reHeTMyeckue mMyTauuun B SAEPHOM MAWU MUTO-
XOHAPHUaNbHOM reHoMe MOryT MPUBECTU K AedeKTaM paboThbl
Pa3NMYHbIX CTPYKTYPHbIX KOMMOHEHTOB MbIWL, — pPeLenTo-
poB, PepPMEHTOB, MOHHbIX KaHanoB, 6eNKOB-NEePEHOCHUKOB,
CTPYKTYPHbIX 6€KOB, HapyLWeHWO CUHTE3a MK YyTUAN3aLUK
pasnunyHbIX Cy6CTPaTOB B KNIETKE U T.4.

MocKonbKyy pebeHKa UMenn MecTo CUCTEMHOCTb M NONK-
OpPraHHOCTb MOPaXKeHUs ¢ BOBAEYEHMEM B MATONOMMYECKUM
npouecc Hapsigy C MbllIEYHOM CUCTEMOWM ele M comaTwu-
YECKMX OpraHoB (MeyeHb, cepdle, LeHTpanbHas HepBHas
cucTemMa), mporpeccupylollee TedyeHue 3aboneBaHus, 370
rOBOPMIO B NOMb3Y HACNELCTBEHHOIO XapaKTepa natono-
rmu. Hapagy ¢ aTum nocteneHHoe HapacTaHue CMMMNTOMOB,
OTCYTCTBME KPUIOBOro Te4eHUst 60/1e3HN MOIIN YKa3biBaTb
Ha Hanuuve y pebeHka naTtonoruu w3 rpynnbl TM30COM-
HbIXx 6O0Ne3Hel HaKomnieHus, a MMeHHO 60ne3Hu [lomne.
OTa natonoruna cesizaHa ¢ AedULUTOM NMM30COMHON KUCNON
anbda-rnoKosngasbl U NPenMyLEeCTBEHHbIM HaKOMNIeHeM
rIMKOreHa B MblliLax, cepaue, nevyeHun, Mo3re.

Ons mHbaHTUNbHON dopMbl 60n1e3HU lomne, Tak xe
KaK ¥ ans mnageHyeckon popmbl TK2-accoummpoBaHHOM
MWUTOXOHAPHUANBbHON MMONATUKU, XapaKTepHa reHepannso-
BaHHas MblleyHas cnabocTb, B TOM YUCNE U AblXxaTeNbHON
MYCKynaTypbl C pa3BUTUEM AblXaTeNbHON HEL4OCTATOYHOCTH,
B COYeTaHuu C KapaMomuonaTuewn, renatoMerannen, Hewm-
poaereHepauven. Ho He06X0ANMMO NOAYEPKHYTb, YTO CTe-
neHb NopakeHus cepgua M nevyeHn npu 6onesHun Momne
OOMKHbI 6biTb 3HAYUTENbHO OGONblIE, HEeXenu y Hawewn
naumMeHTKkn. Ana 6ones3Hn lNomne xapaKTepHO pa3BuTUE
TXeNon runeptTpodPpryeckon KapamoMmmonaTum ¢ 6bICTPbIM
npPUCOeaUHEHUEM XPOHUYECKON CePAEYHON HELOCTATOYHO-
CTH, 6onee BblpaxeHHOW renaTtoMeranuu, 4ero HeT B Npea-
CTaBNEHHOM K/MHUYECKOM ciay4vae. [JOnoNHUTENbHbIMU
npU3HaKamu, onpoBeprawwnumm agnarHo3 6onesnu lNomne,
ABNSAOTCA OTCYTCTBME MAKPOrI0CCUM U HOPMasibHble 3Ha-
YeHus Kucnow anbda-rnoKko3naasbl No JaHHbIM GepMeH-
TOAMATrHOCTUKM.

Moa BTOPMYHBIMM MMOMATUAMM MOHMMAIOT CTpajaHue
MbILL, KaK CUMMNTOM, PE3BUBLLUMIACSA HA GOHE KaKOro-1m6o
nepeBuyHoro 3aboneBaHuns. B cBA3KM C 3TUM BTOPHYHbIE
MuonaTuM AendaT Ha BOCnanuTeNnbHble, napaHeonnactu-
YecKue, NeKapCTBEHHO-UHAYLMPOBAHHbIE, 3HAOKPUHHbIE,
MeTabonuyeckue. Npumepamun BocnanutebHbIXx MMONaTum
MOFYT OblTb MOPaXKEHUS MbILWEYHON CUCTEMbI Npu 6ones-
HAX COEAMHUTENbHOW TKaHW (A4epMaToOMWO3MUT, NOAUMMUO-
3UT), NPU MHOEKLMOHHbBIX 3a60/1ieBaHUsAX (6akTepuasbHble,
BMPYCHblE, Napa3uTapHble). [lnga BocnanutenbHbIX MUona-
TUN B KJIMHUKE XapaKTepeH 60/1eBON CUHAPOM, KOTOpPbIH
OTCYTCTBYET y Hallen NauMeHTKW Ha MNPOTSAXKEHUU BCero
nepuoaa HabnwogeHusa. Hapsagy ¢ atum y pebeHKka OTCyT-
CTBYIOT XapaKTepHble Ans 60/e3HeNn coeanHUTEeNbHOM TKa-
HW KIIMHUYECKME MPU3HAKK (FreNMoTPOonHas Cbifb, CUMMNTOM
[OTTpOHa, KanbLMHO3, CyCTaBHOM CUHAPOM), BOCNANUTENb-
Hble U3BMEHEHUS CO CTOPOHbI KPOBM, YTO NO3BO/ISIET UCKIO-
YuTb 3Ty rpynny 3abonesaHuh. OTCyTCTBME W3MEHEHUMN
B 3MNWAEMMWONOrMYECKOM aHaMHe3e, OTCYTCTBME KAWHWMKK
06WeEeNHDEKLMOHHOIO CUHAPOMa U BOCNANUTENbHbIX U3Me-
HEHWWN B aHanM3e KPOBW, HOPMaibHble 3HavyeHus CPb
M NPOKa/bLMUTOHMHA, @ TaKXKe oTpuLaTenbHble peadynbraTbl
o6cnefoBaHni Ha rpynny onMnOpPTYHUCTUYECKUX U Napasu-
TapHbIX MHOEKLMUM NO3BONAIOT UCKIOYNTb MHOEKLMOHHbIN
reHe3 muonaTtuu.

OTCcyTCTBME OO6BEMHbIX M 04AroBbIX UBMEHEHWUI BHYTPEH-
HUX OpPraHoB M rONOBHOIMO MO3ra B COYETaHWM C HOpPMaib-
HbIMKW 3Ha4veHusaMKn ADI cBuaeTenbcTBYIOT 06 OTCYTCTBUMU
napaHeonnacTM4eCKOM NPUPOLbl MbIlEYHOW CnabocTu.
HopmanbHble NokasaTenn ropMoHanbHOro cratyca (ropMo-
Hbl LWWTOBUAHOM Kenesbl), OTCYTCTBME M3MEHEHUN Ha Y3U
LWMTOBUAHON Kene3bl, BHYTPEHHUX OPraHoB MUCKOYatoT
Hanuiune rmno-, runepdyHKLUMN LWUTOBULHON XKenesbl, ayTo-
UMMYHHbIA TUPEOUAUT KaK NPUYUHY MrMonaTuu. Mo gaHHbIM
aHamMHe3a Yy AEBOYKM TaKKe MOXHO WCKIYUTb neKap-
CTBEHHO-MHAYLMPOBaHHbIE BapnaHTbl MMONaTUM.
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E SHORT REPORTS

KPATKUE COOBLUEHUA

MeauuMHCKHUEe BMeLlaTebcTBa

C y4yeToM TSXKECTU COCTOSIHUS, HaNMuMs BblPaXKEHHOIO
MUOMaTUYECKOro cuHapoma, 6ynb6apHOro u ncesaobynb-
6apHOro CMHAPOMOB C MOMEHTA NOCTYMN/IEHUS B CTaLMOHAp
6bII0 HA4yaTo KOpMJieHWe pebeHKa yepel3 HasoracTpalib-
HbI 30HA a4anTMPOBAHHOM MOJIOYHOW CMeCblo «HyTpunak»
no 95 mn Kaxable 3 4, 7 pa3 B CyTKW. [leBOYKe NpoBOAMK-
JINCb MOHUTOPWHT XU3HEHHO-BaXHbIX GyHKumMK (HCC, 444,
caTypaums KUCNopoaa), KOHTPOsb y4eTa NMTaHus, NpubaBoK
macchl Tena. C Lenbio KOppPeKLMM HYTPUTUBHOrO craTyca
C NepBOro AHs rocnuTann3almm Havata MHPYy3MoHHas Tepa-
NMs BHYTPMBEHHO KamnefnbHO [OKO30-COMEBLIMM PACTBO-
pamu ¢ y4yeToM GU3MONOrMY4EeCcKon NoTpebHOCTM M NaTono-
rMYECKMX NOTEPD.

C nepBbIXx AHEW rocnutanmM3auum C renatonpoTeKTop-
HOM LeNblo BBOAWNACb YPCOAE30KCMXOneBas KuchoTa
(YpcodanbK) B poze 20 MI/Kr/CyT BHYTPpb B 2 npuema
Ha NPOTAXKEHUU BCeNn rocnutanmnsdaumm. C HempomeTabonum-
4YEeCKOMW Lie/iblo HavyaTa Tepanus KOMMIEKCHbIM NpenapaTtom
B BMOE CMECU WMHO3WMHA, HUKOTMHamMuaa, pubodraBuHa,
SHTapHOM Kucnotbl (LUnutodnasuH) no 5,0 mn B/B KanenbHO
(1 mn/Kr/cyT) B TeyeHne 23 gHen ¢ nocneayouwmm gobasne-
HMeMm Ha 20-e cyT rocnutann3aumm NUPUAOKCUHA TMapPOX-
nopuaa 5% (BUTaMuH Bg) no 1,0 Ma BHYTPUBEHHO CTPYHHO
Ne 14,

[locne WCKAKYEHWUS HapPYyLWEHWUW OKWUCNEHUS XKUPHbIX
KMCNoT N 06MeHa KapHUTUHa no AdaHHbiM TMC ang ynydwe-
HUA MeTabonM3aMa M aHeproobecnevyeHus TKaHen B neve-
HWe 6blN BBEAEH NIEBOKAPHUTUH (AnbKap) B CYTOYHOW J03e
100 Mr/Kr ¢ 4-1 Heg rocnuTanusaumm.

MNocne yctaHoBNeHUs aguarHo3a TK2-accoummnpoBaHHOM
MUTOXOHAPUWANbHOM MHWOMATUM C LENblo OnpeaeneHus
JanbHeNIWeNn TaKTUKKM BeAEHUS MaUMEHTKM M MOy4eHus
paspeleHns Ha NpPUMEHEHWe naToreHeTMYecKon Tepa-
MU NPOBEAEH TeNemMeauUMHCKUI KoHcunnym ¢ Prby
«HaumnoHanbHbIM MEAULIMHCKUN UCCNeaoBaTeNIbCKUIN LIEHTP
uMm. B.A. AnmazoBa» MuH3agpaBa Poccun. YuuTbiBas narto-
reHes3 gaHHoro 3ab6ofieBaHus, Ans NpeaoTBpaLleHnss UCTO-
weHnsa MTAOHK, Hopmanu3auumn ee penauvKauuu, ynys-
WEeHWA MPOrHo3a AN9 WM3HM U 300p0Bbs pebeHKy Oblna
WHWLMMPOBaAHa NaToreHeTM4yecKkas Tepanus B BuAe [oTa-
UMM cneunanM3npoBaHHOroO MULLEBOro MNPOAyKTa nuTa-
HUS «QHEepreTM4ecKknin mMoaynb «TMMUAWH» TOPrOBOW MapKu
«OP®PAHUK» 1 cneunanMsanpoBaHHOrO NULLEBOIO NPOAyKTa
nUTaHns «3HepreTM4ecKknn moaysb «Ae30KCULUTUANH» TOP-
roBon Mapku «OPPAHUK». [aHHaa Tepanua Ha3HavyeHa
MO ¥XM3HEHHbIM NOKa3aHWaM Kak 6e3anbTepHaTUBHOE fleye-
HWe B JaHHOM KJIMHWYECKOM Cclyyae.

YKa3aHHble cneuuann3mpoBaHHble MPOoAYKTbl MUTaHMA
BbINycKatoTc poccuickon komnaHuen OO0 «[TpomuKe».
[eBOYKOM HayaT NpuMeM [daHHbIX IHEePreTMYecKUx Moay-
nen Ha 38-# geHb OT MOMEHTa rocnutannsauuu Cc A03bl
«duMuanHar» n «JesokcnuumtnanHar» no 35 Mr/Kr/cyT ¢ nocre-
NeHHbIM NOBbIWEHWEM A03bl KaXA0ro NULEBOro NpoayKTa
10 400 Mr/Kr/cyT.

[AMHaMHuKa 1 ucxopbl

Ha ¢doHe KoppeKumnn obbema KOPMJIEHUS, NpoBeaAeHUs
MHPY3MOHHOW, HENMpOoMEeTabonMyeCcKon Tepanum umenacbh
HeKoTopas MONoXWTeNbHas AMHaMWKa B BUAE yBennye-
HUS CUMbl KPWKa, MOSIBNIEHUS KPATKOBPEMEHHOW YNbIOKH,
TEM He MeHee, BblpaXKEHHOCTb ABUraTesfibHblX HapyLleHWH
ocTaBanacb MPEXHEeW, COXpaHANUCb MPU3HaKW LMTONU3a
n pabgomunonusa. Yepes 2 Hep nocne MHULMALMK Tepanuu
cneunanmMsanpoBaHHbIMM NPOAYKTaMKU MUTAHUSA «TUMUAWUH»
n «JdesoKkenuntnanH» 400 Mr/Kr/cyT oTMevyeHo nosiBie-
HME NOMbITOK cocaTb CamMOCTOATENIbHO W3 OYThIIOYKM
no 10-20 mn, ymeHblWWnncb nabopaTtopHble MNPU3HAKK
uMTONM3a U pabgommounsa. luHammka nabopaTopHbIX NOKa-
3arteneun npeacraBieHa B Taba. 5.

Ons panbHenwero HabnlOAEHUA U KOpPpPeKUWUU Tepa-
nuM pebeHoK B Bo3pacte 9 mMec nepeBeneH B PrbY
«HauMoHanbHbIM MEAUMUMHCKUA UCCNefoBaTe/IbCKUN LEHTP
uMm. B.A. AnmasoBa» MuHasgpaBa Poccun. B ganbHewnwem
Ha 6a3e JaHHOro YYperKaeHUs naLmMeHTKa nonyyana noBTop-
HbIM Kypc fiedyeHns B Bo3pacTe 1 roga 4 mec.

Jo 1 roga 4 wmMec [deBOYKa BCKapmavMBanach
yepes HaszoracTpasbHblM 30HA4. Ha doHe coxpaHstolencs
BblpaKEHHOW MbllEeYHON cnaboCcTh MMeN MECTO XPOHMYe-
CKMI acnupaumoHHbIi cuHapom. B Bo3pacTe 9 mec 1 1 roga
3 Mec nauMeHTKa nepeHecna acnupaunoHHble MHEBMOHKUH.
Mpu AMHaMM4yecKoM HabnoaeHun No AaHHbIM 330darora-
cTpoayofeHorpadumm AMarHocTMpoBaHa rpbixa NuLeBOAHO-
ro oTBepcTMa anadparmol. B CBA3KU ¢ HANMYMEM NOCTOSHHON
acnvpaumm 1 BbICOKOrO prCKa NOBTOPHbLIX aCNMPaLMOHHbIX
NMHEBMOHWI ObII0 MPUHATO pelleHne YCTaHOBWUTb racTpo-
CTOMY AN9 aHTMpedloKCHOW 3awuThl. B Bo3pacTte 1 roga
4 mec Oblna nNpoBeAeHa NanapocKonuyeckas naacTuka
NUWEBOAHOrO OTBEpPCTMA AnadparMbl ¢ aHTUPEPIOKCHON
3alWMTON nuLeBoAa KPYrion CBSA3KOM Ne4vyeHu, BbiBeaeHa
racTpocToma, NpeKpalleHo 30H40BOE NUTaHKE.

Ha HacTosiwui momeHT nauumeHTke M. 1 rog 6 wmec.
CocTosiHMe no 3abofeBaHUIO OCTaeTCs TSKesbiM, coxpa-
HAIOTCA BblparKeHHas Anddpy3Hasa MbllevyHas FMNOTOHMS,
apedneKkcus, runognHaMms, rMNOMUMUS, KIMHWKa NceBao-
6ynbb6apHOro u 6ynb6apHOro CMHAPOMOB. TeM He MeHee,

Ta6auuya 5. [lnHamuKa MapKepoB LuuToNM3a 1 pabgommonusa y naumeHTkn M. Ha doHe naToreHeTUYeCcKon Tepanuu
Table 5. Dynamics of cytolysis and rhabdomyolysis markers in patient M. against the background of pathogenetic therapy

MokasaTtenb MakcumanbHoe 3Ha4YeHue 3HauyeHue yepes 2 Hep Tepanuu PedepeHcHble 3HaYeHus
ACT, Eq/n 428 123 0-48
ANT, Ea/n 246 100 0-39
K®K, Ea/n 4485 1113 0-270
K®PK-MB, Ea/n 375 170 0-25
NAr, Ea/n 2742 1473 80-160
Muorno6uH, MKr/n 1430 343 7-80
TpONOHWH, Hr/N 401 271 0-20

MNpumeyarnne. ACT — acnaptatamumHoTpaHcdhepasa; AJIT — anaHuHamuHoTpaHcdepasa; KPK — kpeaTnHdochokmHaza; KOPK-MB —

KpeaTuHdocdhokuHaza-MB; JIAI — naKtatgerngporeHasa.

Note. AAT (ACT) — aspartate aminotransferase; ALT (AJ1T) — alanine aminotransferase; CP-MV (K®PK-MB) — creatine phosphokinase-MV;

LDH (nAr) — lactate dehydrogenase.



MmMeeTcs TEHAEHLUMS K YBENUYEHNI0O 06beMa aKTUBHbIX ABU-
KEHUM B KOHEYHOCTAX, YNy4LIMACH 3MOLMOHaNbHBIM TOHYC,
yMeHbLIKNIAach BblparKEHHOCTb NTO3a BeK. PeGeHOK camo-
CTOSITENIbHO NepeBOopaYnMBaEeTCs CO CMUHbI Ha GOK, KpaTKo-
BPEMEHHO ynblbaeTcs u rynuT, pearupyeT Ha rosaoc Matepu,
npu BEpPTUKaNN3aLmK B TEHEHNE HECKONIbKMX CEKYHA yaep-
}KMBaAET rofioBy, NOSBUINCH PEAKMUE CMOHTaHHbIE ABUKEHUS
B pyKax v Horax. B nonoxeHnu Ha *MBOTE OTMeYatoTes ane-
MEHTbl MogbeMa nneyeBoro nosica. OctanbHble BO3pacTHble
HaBbIKW OTCYTCTBYIOT.

[eBo4yKe NpoBOAATCSH KOHTPO/b caTypauun Kucnopoaa,
perynspHas caHauus BEPXHUX AbIXxaTeNbHbIX MyTeW, exe-
[HEBHas AblxaTeNbHas rTMMHAcCTUKa MelwKoM AMOY, UCMONb-
3yeTcs OTKalwunBartenb. B aguHamMunke oTMeyeHo nepuoanye-
CKOE CHUXKEeHWe caTypauuun kucnopoga Lo 92% Bo Bpems
CHa, 4YTO TpebyeT perynapHoro MCrnonb3oBaHWs annaparta
HEVHBa3MBHOW BEHTUNIALMMN NETKMX B HOYHOE BPEMS.

B neyeHun pebGeHOK MNpofoKaeT nonyvyaTb AOTaLMIO
cneunann3MpoBaHHbIX MULLEBbLIX MPOAYKTOB NUTaHWa —
«QHepretTMyeckoro moayna «TMMUAWH» TOPrOBOW MapKwu
«OP®AHUK» B po3e 400 Mr/Kr/cyT n «3HEpPretTMyeckoro
Moayns «Je30KCUUMTUAMH» ToproBon MapKku «OPPAHUK»
B TOM e fo3e. Ha ¢oHe anetoTepanuun coxpaHsatoTcs Hop-
MasbHble 3HAYeHWs NEeYEHOYHbIX TPAaHCaMMHa3 WU Mbllley-
HbIX GEPMEHTOB.

MporHos

MporHo3 npu MnageH4yeckon dopme TK2-accoummpoBaH-
HOW MMWTOXOHAPWANbHOM MWOMaTUKM Yy pebeHKa sABnseTcs
HebGNaronpuATHBIM BBUAY COXPaHSAIOWErocs BbICOKOIO
pUCKa pa3BUTUA AbiXxaTeNbHbIX HapyLIEeHWH U HU3KOro pea-
OMANTALMOHHOIO NoTeHUMana B niaHe noaHoOro BOCCTaHOB-
fIEHNs BO3pPacTHbIX HaBblKOB. B ¢BA3W C rpybbiMu ABUra-
TeNbHbIMW HaPYLWEHNAMMU NaLMeHTKa MMeeT naaMaTUBHbIN
cTatyc. TeM He MeHee, NpUMeHeHKe cneunanM3npoBaHHOM
aveToTepanuu ¢ JoTaumen HyK1eo3unaoB No3BoMI0 CoXpa-
HUTb KM3Hb NaUMEHTKe M CcTabunuaupoBaTb MNOKasaTenu
KNIeTOYHOro o6MmeHa.

BpemeHHas wKana
XpoHoJsiorus pasButus 60Me3HM naumeHTKn M. npeg-
CTaB/ieHa Ha pwc. 3.

MHeHue nauueHTa
HenpumeHumo.

OBCYXAEHME

B npvBegeHHOM K/MHWYECKOM cry4yae npeacTaB-
fleHa TUMWYHag KapTuHa MnageH4Yeckon ¢opmbl TK2-
acCcoLMMPOBaHHOM MUTOXOHAPWANbHON MUONaTUK, MOCKOSb-
Ky UMeIOT MecTo AebtoT 3aboneBaHua B MepBble Mecslbl
M3HM MALUMEHTKM C PA3BUTUEM TSKENOro MMONATUYECKOIO
CMHAPOMA W BOBJIEYEHMEM B MNATONOMMYECKUM MpoLecc
neyeHu, cepaua, LeHTpanbHOM HEPBHOM CUCTEMBI, ObICTPOE
nporpeccupoBaHne CUMNTOMATUKKU. ITU MPU3HAKKM corna-
CylOTCS CO CBeAeHWsIMM O AaHHOM 3abofieBaHuM, npea-
CTaBfIeHHbIMX B HayyHOW nutepatype [1-3, 7]. AunarHos
TK2-accoumMmnpoBaHHOM MWTOXOHAPUANbLHOW MWOMNATUM
6bl/1 BepUPULMPOBaAH AOCTATOYHO ObICTPO — Ha 27-N AEHb
rocnutanusaunmn pebeHka.

Mpu aHanuse nutepaTypbl ObINO HaWgeHoO onuca-
HWE KJIMHMYECKOro cnyyas nauueHTkn 14 mec ¢ TK2-
accoLUMMPOBaHHON MUTOXOHAPMUANbHON MMONaTUEN, Bbi3BaH-
HOWM TaKOW e MmyTauuen BreHe TK2, Kak uy npeacTaB/IeHHON
nauueHTku (c.416C>T, p.(Alal39Val)), HO B TOMO3UIOTHOM
coctosHun [14]. Ana atoro pebeHKa XapaKTepPHbIM Oblsio
noBbllleHne TpaHcammHas U KOK, koTopoe 6bio BbisiBE-
HO Cciy4avHbiM 06pa3om npu NpoduiakTU4ECKOM obChe-
[0BaHMWU. M3MEHEHUS CO CTOPOHblI MbIWIEYHON CUCTEMBbI
N COMaTMYECKMX OPraHoB OTCYTCTBOBaNAW. JIMwb K 3 rogam
pe6eHOK MCMbITbiBaN HEKOTOPble TPYAHOCTM Npu Xoabbe,
K 4 rogam pasBuiacb CUMMETPUYHAS MbllleYHas cnabocCTb.
OaHaKo aBTOpbI 3TOWM CTaTbM YKa3bIBALOT, YTO B UTEpaType
UMEIOTCS CBEAEHUS O «TSKeNoM» GeHoTMne y nauueHToB,
UMEIOLMX Ty e myTauuto. HecoMHeHHO, TpebyeTcs Aanb-
HeWlee HaKOoMJeHWe HayyHbIX AaHHbIX O GEHOTUMUYECKMUX
nposiBneHnax TK2-accouuMMpoBaHHOW MUTOXOHAPUANbHOM
MUONaTUK M KOPPENSLMM reHoTMna 1 GpeHoTmna npu JaHHoMm
3aboneBaHuun [5]. CBegeHnn o6 ocobeHHOCTSAX deHoTuna
npu co4vyetaHmn AByX myTauun (c.416C>T, p.(Ala139Val)
n c.144_145del, p.(Lys50llefsTer99)) B KOMnayHA-retepo-
3UrOTHOM BapmaHTe, KaK y Hallen NauneHTKM, Mbl HE HaLLW.

OCO6EHHOCTbIO AaHHOIO KJIMHMYECKOTO Cly4as ABMI0Ch
nosgHee noctynieHve pebeHKa B cTauMOHap OT MOMEH-
Ta nosiBNeHus nepBbix cMuMnToMoB TK2-accounnpoBaHHOM
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Puc. 3. MNauuneHTka M.: XxpoHONOrMsa pa3BuTns 60n1e3Hu
Fig. 3. Patient M.: chronology of the disease development

TK2-accouyuupoBaHHas
MUTOXOHAPUANbHasA MUoONaTUA

3

TUMUIAUH
AE30KCULUUTUAUH

NHdy3nMoHHasa Tepanus (rioK030-CoeBbIe P-pbl)
YpcopesokcuxoneBas kucnota 50 mn 2 p/aeHb, per os

UuntodnaBuH 1 Ma/Kr B/B KanenbHo
MupnaoKcuH 5% 1 mn B/B CTPYMHO

JleBoKapHUTUH 150 mr/Kr/cyT, per 0s
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g SHORT REPORTS

KPATKUE COOBLUEHUA

MUTOXOHAPHWANbHOM Muonatuun. 3aboneBaHue Aeb6IOTUPO-
BaNO C HapyleHUs BCKapM/MBAHMSA, CHUKEHUS anneTuTa,
n3bupatenbHocTM B efe. [aHHble CMMMTOMbI ABASOTCA
HecneunmdrUYeCKUMU U MOryT BCTpeYaTbCs Npu 60/bLoMm
yucne 3aboneBaHU HEPBHOW, MbILLEYHOW, CEPAEYHO-COCY-
AWCTOW, 9HOOKPWUHHOW CUCTEM, KEeNYAO4HO-KULIEYHOro
TpaKTa, HacneacTBeHHOM OO6MeHHOW naTonoruu. TofbKo
TWaTenbHbI CO0P aHamMHe3a, aHanu3 xapakTepa BCKapM/iu-
BaHWS, CPOKOB, BPEMEHM, KPAaTHOCTH BBELEHUSA MPUKOPMOB,
OLleHKa peaKuni pebeHKa Ha TOT UM MHOM MPOAYKT MOMO-
ryT Bpady anddepeHumpoBaTb GYHKLMOHANbHbIE HapyLle-
HMSI OT OpraHWYecKMx M pacno3HaTb opdaHHyl naTono-
rmio. «KpacHbiMu dnaramu» gns neguatpa LOMKHbI GblTb
NPOrpPEeCcCUpyIOLLMI XapaKTep HapyLWeHUN BCKapMaMBaHUS,
npucoeanHeHne HapyLEeHWI roTaHns, NoTepst Macchl Tena,
dopmupoBaHne 3aaepKK1M GU3NYECKOT0 Pa3BUTHUS, a TaKKe
coyeTaHMe 3TUX CMMMTOMOB C OTKJIOHEHMSIMW B HEPBHO-
NCUMXMYECKOM pa3BuTMU. K coxkaneHuio, Ha AaHHOM 3Tane
opdaHHoe 3aboneBaHne pacno3HaeTcs ganeKko He Bceraa.

KnnHn4yeckMMm npusHakom opdaHHOW MUTOXOHAPWasb-
HOWM NaTONOrMKU MOXET ObiTb CUHAPOM «BSANOro pebeHkar»
(floppy infant syndrome). 3T0 CMMNTOMOKOMMEKC, XapakK-
Tepuayolmnnca audadysHom MbllEYHON FTMMNOTOHUEN BMNIOTb
[0 aTOHWK, pa3BUBaIOLWENCS MOCTENEHHO MU UMeloLencs
C poxAaeHus. CuHApOM «BSANOro pebeHKa» MOXKeT OblTb
NPOSIBIEHUEM HECKONbKUX AECATKOB pas/iMyHbiXx 601e3-
Hew, B TOM YMUC/e U HACNeLCTBEHHbIX, MUMEIOLWMX NPenMy-
LLEeCTBEHHO HebNaronpuaTHbIM NpPorHo3 [28]. 3Ha4YnuMbIM
4NS neguaTpa ABASeTCs BbIIBNEHWE NaTONOrMYecKux nos
M 0COBEHHOCTEN ABUraTe/IbHOM aKTUBHOCTU pebeHKa, roBo-
PALLMX O MbILLEYHON TMNOTOHUM.

KnnMHM4yecKn cuHapoMm «Banoro pebeHKa» nposiBiseTcs
peKkypBauuen U runepMobunbHOCTbIO B CycTaBax, Mo30M
JIATYLWKW», KOTFAa HOMM LIMPOKO pa3BefeHbl M COrHyTbl
B CycTaBax, a CTOMbl pa3BepHyTbl APYr K Apyry NOAOWBEH-
HOWM CTOPOHOW. [NpU3HaKaMM MbILLEYHOW TMMIOTOHUKN ABASIOT-
€5l HEBO3MOXHOCTb pebeHKa rpynnuMpoBaTtbCs Npu TPaKLmu
3a pyKu M6GO cBUCAHME KOHEYHOCTEM W rofoBbl NpU MNoA-
LepKe pebeHKa 3a TynosuLle N1MLoM BHM3 (Mpoba Ha BEH-
TpanbHyl0 MOAAEPIKKY), NpoBUCaHME pebeHKa Npu B3SATUM
nojg nieyu v psg apyrux.

OyeHb BaKHa OUEHKa COoMyTCTBYIOWMUX FTMMNOTOHUN CUM-
NTOMOB W WX AWMHAMWKK. HebnaronpusTHbIMM CUMNTOMa-
MU, FTOBOPSLLMMKU O BO3MOXKHOM [ebloTe HacneaCTBEHHON
naTosiornu, ABASIOTCS NPOrpeccMpoBaHne MbllEYHOM rmno-
TOHWW, COYETAHUE CUHAPOMA «BANOro pebeHKa» C 3ajepiK-
KOM NMCMXOMOTOPHOIO Pa3BUTHSA, USMEHEHUEM CYXOXMIIbHbIX
pednekcos, opraHomMmerasamen, ocCobeHHOCTIMU GeHoTUNa.
B npeactaBneHHOM K/AMHMYECKOM Cciyvyae umena mecto
nocTeneHHas yTpata BO3pacTHbIX ABUraTE/bHbIX U NCUXMYE-
CKMX HaBblKOB MO Mepe HapacTaHWs MbIWEYHON FTMMNOTOHWUH,
4yTO TPe6OBaNO He3aMeaNTENbHOM rocnuTanmM3aunm B cTa-
LMOHap Ha 6onee paHHeln cTaauy pa3BuUTUS 3ab6oeBaHUs.

CteneHb apbEKTUBHOCTU Tepanmm 4E30KCUMHYKE03na-
MU, HECOMHEHHO, 3aBUCHUT OT GOopMbl 3aboieBaHna 1 Bpe-
MeHW Havana aguetotepanuu. OTCPOYEHHOE Ha3HayveHue
naTtoreHeTM4YeCKoM Tepanuu yxyawaeT nporHo3 601e3Hu.

Ha HacToAwmnin MmomeHT TpebyeTcs NPOAOIKEHNE ANHA-
MUYECKOro HabnaeHns 3a pe6eHKOM C OLEHKOMN CTEMEHU
BbIPaXXEHHOCTM MaTONOMMYECKUX M3MEHEHWUIH CO CTOPOHbI
OpraHoB-MuLLEeHeN, ¢ nposegeHnem MPT ronoBHOro mMosra,
93T, Y3U cepaua v IKI, KOHTPONEM NEYEHOUYHbIX U MbllLey-
HbIX depMeHToB. [TOCKONbKY nNpu MiageHdYeckon dopme
TK2-accoumMmpoBaHHOM MUTOXOHAPWANbHOM MUONATUKN BO3-
MOXHO BOB/ieYeHne nepnudepmnyecknx HepBoB, HEOOXOANMO
noBTopHoe nposefeHne IHMI ¢ Lenblo UCKAYEHNUs pas-
BUTUS NONUHERpONaTUu.

HeobxoamMmoTaKKeynoMsiHyTb 0 npobrieme obecneyeHuns
cneuvanM3MpoBaHHbIMKM NPOAYKTaMU NUTAHWUA «TUMUAUH»
n «1e30KcMunTUanH» 6onbHbIX ¢ TK2-accouumMpoBaHHOWM
MWTOXOHApPWaNbHOM MWoNaTuen. [aHHoe 3aboneBaHue
noka He BCXOAWT CNUCOK opdaHHOM naTtonoruu, obecne-
ynBaemown OGecnnaTtHbIMWM MeAMKaMeHTaMu W crneuuanu-
3MPOBaHHLIMW MpPOAYKTaMW MNUTaHMA. TaKMM NauMeHTam
TpebyeTcs NOMCK CMOHCOPCKMX CPEeACTB ANS MPOAOIKEHUS
naToreHeTM4ecKom Tepanuu.

3AK/TIOYEHHUE

[JaHHbIK KIWMHWUYECKUMM Cclly4an OEMOHCTPUPYET TUMKUY-
HOoe TeyeHWe mnajeH4yeckon dopmbl TK2-accoumMmMpoBaHHOM
MUTOXOHAPWANBbHON MUONaTUK. MNauneHTKa UMEET «TSXKeNbl»
deHoTMN 3aboneBaHusa ¢ GOpPMUMPOBaHMEM NaNIMaTUBHOIO
cTaTtyca 4yepe3 4 mec OT MOMeHTa Aebtota. PebeHKy TpebyeT-
CSl MOXM3HEHHOE MPUMEHEHWE MaTOreHeTU4YecKow Tepanuu
[Le30KCHHyKneo3ngamu. OcsegoMneHHOCTb NeanaTpos o TK2-
acCoOLMMPOBAHHOM MMUTOXOHAPWANBLHON MUOMATUM MO3BOAUT
CBOEBPEMEHHO BbISIBAATL MALMEHTOB C 3TUM MOTEHUMasb-
HO KypabenbHbIM COCTOSIHUEM, MOMOXET PacMPUTb 3HAHKSA
06 3TOVM NaToIOMMKU U COBEPLLEHCTBOBATL METOAbI €€ TEParuM.

WHOOPMUPOBAHHOE COIJIACHUE

OT poauTens nauueHTa Noay4eHo MUCbMEHHoe MHbOoP-
MUPOBaHHOE A06POBONLHOE Cornacue Ha nNyeanKaLmio onu-
CaHWA KIMHWMYECKOro cny4yas, pe3ynbratoB ob6cnefoBaHUs
W nevyeHuns nauuneHTa (aata nognucanus: 09.04.2024).

OT poauTens nauueHTa Noay4eHo MUCbMEHHoe MHbOoP-
MUpOBaHHOE [06POBO/SbLHOE cornacve Ha nybanKauuio
€ero u3obpakeHn B MEAULMHCKOM XypHasne, BKAoYas ero
3NEeKTPOHHYIO Bepcuto (Aata noanucanus: 09.04.2024).

INFORMED CONSENT

A written informed voluntary consent was received from
the patient’s parent to publish the description of the case
report, the results of the examination and treatment of the
patient (date of signing: 04.09.2024).

A written informed voluntary consent has been received
from the patient’s parent to publish his images in a medical
journal, including its electronic version (date of signature:
04.09.2024).

BbIPAXXEHME NPU3HATE/IbHOCTU

ABTOpbI CTaTbMW BblparkatoT 6/1arogapHOCTb 3a MOMOLLb
B BefeHWM U o6CcnefoBaHUM MNALMEHTKU 3aBeaylollen
negnatpuyeckum otaeneHvem FbY3 HO «[leTckas ropoa-
CKasl KnnHuyecKas 6onbHuua N2 1» r. HuxkHero Hosropogaa
J1.A. bakyHoBoOM, 3aBefyollen MEANKO-FEHETUYECKON KOH-
cynbtaumnen Y3 HO «Hukeropogckass o6bnactHas pet-
CKasi KJIMHMYecKkas 6onbHUuUa» I HMxHero HoBropoga
X.®. AKcsiHoBOW.

ABTOpbl BblpaxkatoT MNpPM3HATENbHOCTb 3a MNOMOLLb
B BepudurKaLnM anarHo3a nauueHTKU coTpyaHMKaM nabo-
paTopuMn CENEKTUBHOIO cCKpuHuHra ®reHY «MIHL um. akag.
H.M. boykoBa» n nnyHo K0.C. UTKUC 1 3aBeaytoen nabopa-
Topuen E.FO. 3axapoBoM.

ABTOpbI BblparkaloT NPU3HATENbHOCTb 3@ KOHCYNbTaTUB-
HYIO MOMOLLb NPV BEAEHUU NALMEHTKM 3aBeaylolen oTae-
NIeHneM MeauuMHcKon reHetukun POAKBE ®raoy BO PHUMY
um. H.N. TMwnporoBa MwuH3gpaBa Poccun Bpayy-HeBPO-
nory C.B. MuxannoBo#n, Bpauyy-HeBponory Prey «HMUL,
uMm. B.A. AnmazoBa» E.A. MaMaeBOR, a TaKxe COTpyaHUKaM
000 «[MpomuKe», Poceus, 3a npegoctaBneHne pebeHKy BO3-
MOXHOCTW NaTOreHeTUYEeCKON Tepanuu.
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