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B neaunarpuueckoil mpaktuke nunaranuoHHas kapauomuonarus (AKMII) ssusiercs pen-
kUM auarHo3oM. Hamm ommcan cimydait JIKMII, pasBuBmieiics Ha (oHE IEHTPOHYKIICAPHOMN
muomaruu 5 tuna (CNMS) y neBouku 8 ner. Manudecraius 3a00aeBaHus ¢ HEBPOIOTHIECKOM
CUMIITOMAaTUKU U HAJIMYUE paHee HEe ONMCAaHHOM B nuTeparype Mmytauuu reia SPEG 3arpynauim
U OTCPOUMJIM CBOEBPEMEHHYIO IMAarHOCTUKY U JiedueHHue 3aboseBaHusl. [lonbITku KOHCEpBaTHB-
HOM M ONEPAaTUBHOW KOPPEKLUMU BO3HUKIIEH NEKOMIIEHCUPOBAHHOM CEpAECYHON HEAOCTATOYHO-
CTH B JIaHHOM ciIy4ae ObliI O€3yCHellHBbI.
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DIFFICULTIES IN DIAGNOSIS OF DILATED CARDIOMYOPATHY IN A CHILD:
CLINICAL OBSERVATION
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Dilated cardiomyopathy (DCM) represents a rare diagnosis in pediatric practice. We de-
scribed the case of DCM, developed against the background of centronuclear myopathy type 5
(CNMD5) in a girl 8 years old. Manifestation of the disease with neurological symptoms and pres-
ence of previously undescribed SPEG mutation has hampered and delayed timely diagnosis and
treatment of the disease. Attempts of conservative and operative correction of the decompensated
heart failure (HF) in this case were unsuccessful.

Key words: dilated cardiomyopathy, centronuclear myopathy, children.

BBenenue

HNunaranmonnas kapauomuonarus (JIKMII) — 3aboneBanue cepaia HeycTa-
HOBJICHHOM ATHOJIOTHH, XapaKTepu3ylolleecsi HEOOCTPYKTHBHBIM pPaCUIMPEHUEM
neBoro xkenynouka (JIK), cHuKeHHON KOHTPaKTUILHOM CITOCOOHOCTHIO MUOKAp/Ia,
YTO COMPOBOXKIACTCS BhIpaKeHHOM cepaeuHor Hepoctarounocthio (CH). JIKMII B
JIETCKOM BO3pacTe MOTYT BO3HUKaTh Ha ()OHE F€HETMYECKUX aHOMAJHM, MUOKap-
JUTOB, AayTOMMMYHHBIX M MeTabonuyeckux HapymeHud [1-3]. Waumonaruue-

ckast JIKMII oGycnosnena myranusmu B Ooniee yem 70 JoKycax u reHax, npeoona-
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JlaeT ayTOCOMHO-IOMUHAHTHBIA THUIT HACJIEIOBAHUS, PEXKE BCTPEUAOTCA ayTOCOM-
HO-peneccuBHble U X-cueruieHsle. B nennarpuueckon npakruke JJKMII asmsercs
HamOoJee yacTo BecTpedaronieics Gopmoii kapauomuonaruii (KMII) u cocrapnser
60% oT Bcex nuarHocTHUpyembix ciaydaeB [6, 7]. Pacnpocrpanénnocts 3aboeBa-
HUS B MJIQJICHYECKOM BO3pAacTe CYIIECTBEHHO BBIIIE [0 CPABHEHUIO C OoJiee cTap-
IIMMU JIETbMU; Yallle OHO BCTPEUYAETCS Y MAJIBUMKOB [4].

Opnnoii u3 npuuuH, BbB3bIBatomMX JKMII, sBisercs ueHTpoHyKIieapHas
muornarug 5 tuna (CNMS). CNMS5 — 310 BpoXKJeHHAsi MUONATHsI, CBSI3aHHAs C To-
MO3UTOTHOM WJIU CIOXKHOM reTepo3urotHoil myranueit B rene SPEG (615950), xa-
paKTEpU3YIOIIAsACS TSXKEION TUIIOTOHUENH HOBOPOXKICHHBIX M 3aJEP>KKOW JBUTa-
TesbHOTO pa3Butus [8]. [latoreneTnuecknii mexanusm pazputuds CNMS 3aknroua-
eTcs Bo B3aumojeicteuu reHa SPEG ¢ renom MTM1, konupyroniuM MUOTYOyI1a-
puH 1, 4TO BBI3BIBACT HAPYIICHHE FOMEOCTa3a KaJlbLHs B CapKOILJIa3MaTHYEeCKOU
CETU CKEJIETHOW MYCKYyJaTypbl MUOKap[a W BIMSIET Ha PAaCIOJIOXKEHUE fAlIpa BO
BpEMsI CO3PEBAHUS MOMEPEYHONOIOCATHIX MBIIIL. DTO MPUBOJUT K aHOMAJIBHOMY
Pa3BUTHIO MBILIEYHOTO Kapkaca. [lallueHThl ¢ TaHHOM MaToJOTUEN Yalle yMUPaoT
B MJIQJICHYECTBE OT JIBIXaTeJIbHON HEJOCTATOYHOCTH, HO B HEKOTOPBIX CIIydasXx 3a-
OoJeBaHue MpoTeKaeT Oosee MATKO U Xapakrepusyercs pazsutueM IKMII [9, 10].

JUIsT KOppEeKLMU CUMIITOMOB XPOHHYECKOM CEpIEeYHOW HENOCTAaTOYHOCTH
(XCH), mpoduiakTiKy HapyIIEHUN pUTMa CepJilia U TPOMOO30B CYIIECTBYET CXe-
Ma MOJIEPKUBAIOLIEH MeArKaMeHTo3HOU Tepanuu [3, 11]. IIpu HeapdekTuBHOCTH
KoHcepBaTtuBHOW Tepanuu ety ¢ JJKMII nyxnaroTcs B TpaHCIUIaHTAIMU CEepALa
[3]. MHorue (akTopbl OTpaHUYMBAIOT TPAHCIUIAHTALIUIO CEPJLIA JETAM C JEKOM-
MIEHCUPOBAHHBIMU KapJIMOMHUOTATUSIMH (HEIOCTaTOYHOE KOJUYECTBO JOHOPCKOTO
MaTepuasna, MOXU3HEHHAas WMMYHOCYIIPECCHUBHAs Tepamus, MOTpeOHOCTh B pe-
TpPaHCIUIAHTAI[UU BO B3POCJIOM BO3paCTE), MOITOMY 3a00JIEBAaHUE YaCcTO MPUOOpe-
TaeT HeOJIAronpUsATHOE TEUCHUE U MOXKET MPUBOAUTH K PaHHEW WHBAIMAU3ALNY U
cmeptHoctH [1, 5, 11].

BBuay nepeuncneHHbIX orpaHnyuBaromux ¢Gpakropos, aetu ¢ JJKMII gacto
HY)KJAIOTCSA B MAJUTMATUBHBIX OIEpaIusix, KOTOPbIE HAmpaBiIeHb Ha OOpbOy C
ocinoxHennsiMu XCH 1 BkIrO4aroT B ce0si MpOTE3UpOBAHUE KJIallaHOB cepjla, pe-
CUHXPOHU3HUPYIONIYIO TEpanuio, YCTAHOBKY MCKYCCTBEHHOIO >KENyJdo4yKa cepaua
(MKC), xoTophie MO3BOJISIIOT CHU3UTh PUCKUA BHE3AIMHOU CEPACUYHON CMEPTHU Yy Jie-
tei [1, 12, 13].

HGHBIO HElCTO?IHJ;CfI pa6OTBI ABJICTCA ACMOHCTpAUA KIMHUYCCKOTO Cliydas
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JAKMII Ha ¢doHe 1eHTpoHyKIIeapHOW MUOIIaTUU 5 TUMna y peOeHka 8 yiet ¢ Hebna-
TOMPHUSTHBIM HCXO/IOM 3a00JIeBaHUS.

Kiaunuyeckoe Hadaonenue

HeBouka J[. 8 mer (2015 r.p.) ot 4-it 6epeMeHHOCTH, 2-X poaoB (1-s Gepe-
MEHHOCTh — MEJIUIIMHCKUKN abopT (M/a), 2-1 — M/a, 3-1 — pu3HoIOrHYECcKre POJIbI,
pebeHok 310poB). [lanHas OepeMEHHOCTh MpOoTeKaja ¢ TOKCUKO30M JIETKOM CTere-
HU B | Tpumectpe; ¢ 19 Henenb oTMeyanuch OTEKHM OepeMEHHBIX (CTallMOHApHOE
neuenue B LIPBH), ¢ 35 Hemenu HaOmromanuch Mmarojioruyeckas MpuOaBKa Beca,
yrpo3a mnpepbsiBanust 6epemenHoctu. [Ipu nposenennn Y3U B aToT nepuon Obutn
3apErucTPUPOBAHbl MPU3HAKK XPOHUYECKOW (PeToriareHTapHOH HEeI0CTaTOYHO-
CTH, BHYTpUyTpoOHOU nHGeKIuu, kpynHoro miona. Y3U na 38-39 nenene ompe-
JEIUIO MHOTOBOJIME, HAapyLIEHHWE MAaTOYHO-IUIALIEHTApPHOTO KpoBOOOpalieHus la
CTENIEHU, HEMMMYHHYIO BOASHKY utofa (?), KpyHHbIN 101, OMIMApHYIO aTpe3uto
(?), remaromeranuio.

Hesouka Jl. poqunace Ha cpoke 38-39 Henenp B pe3ysbTare 3KCTPEHHOIO Ke-
capesa cedeHus ¢ maccor tena 3940 r, mHOM Tena 55 ¢M, OKPY>KHOCTBIO TOJIOBBI
38 cM, OKPYKHOCTBIO TPYIHOHN KJIETKH 38 CM, OLIEHKOMU 1o mikane Anrap 6/7 6an-
J0B. B poaunbHOM 3aje COCTOsSHHE peOeHKa OLEHUBAJIOCh KAK CPEIHETSKENOE,
ONPENIEISIICA CHUKEHHBIN MBIIICUYHBIA TOHYC, KPEMMUTUPYIOIINE XPUIBI B JETKUX.
JleBouka mepeBeficHa B OTHEJIEHHE IATOJIOTMM HOBOPOXACHHBIX C JMArHO30M:
«BHyTpuyTpOoOHasi MHEBMOHUS. ACHUT. AHEBpU3Ma MEXKIIPEACEPIHON TIEPEropoi-
ku (MIIII), otkpeiToe oBasibHOE OKHO (OOQ), OTKPHITHIN apTepUaIbHBINA MPOTOK
(OAII)», rne Haxonuiach Ha JICUCHUH B T€UEHHE BCETO HEOHATAJIBHOTO nepuoja. B
HEBPOJIOTUUECKOM CTaryce oTMevanach auddy3Hasi MbIIIIeYHas TUTIOTOHHUS.

PeGeHok MpUBUT 1O MHAWBUIYATLHOW cxeMme. AJUIEProIOTMYeCKUil aHaMHe3
0e3 ocobeHHocTel. HacnencTBeHHbIN aHAMHE3: CO CIIOB MaTepH, y NE€AYLIKH J1€BOY-
KM MMeeTCs 3200J1eBaHUe CEep/Ilia C YBETUUEHUEM Pa3MEPOB OpraHa, AeIyIIKa KHUB.

C IByXMeCSYHOTO BO3pacTa MalMeHTKa HaOtoanach HEBPOJIOTOM C JIha-
rHo3oM: [locnencTBus pannero oprannyeckoro nopaxkenus [{HC, cunapom mud-
(by3HOM MUOTHIIOTOHHH, 3aJIepKKa McuxoMoTopHoro pa3sutus. Ha MPT romosHo-
ro MO3ra y pe0eHKa BbISIBIICHBI IPU3HAKKA YMEPEHHO BBIPAKEHHOU ruapoiedanuu.
[Tonyyana Tepanui0 HEHPOTPOMHBIMU MpenaparamMu (KOPTEKCUH, BUTaMUHBI B,
B12), kypcobl dusnorepanuu, Maccaxa, jieueOHor ¢puskynsTyphl (JIOK). Koncyns-
TUPOBAaHA TE€HETUKOM — PEKOMEHJOBAaHO U MPOBEACHO  MOJIEKYJISIPHO-

IMUTOTCHCTUYCCKOC UCCIICIOBAHUC, B PCIYJIILTATC KOTOPOIO OBLTM MCKJIFOYEHBI CHH-
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npom Ilpanepa-Busum u cimHanpHas MbllIedHast aMUOTPOdUsL.

BrniepBbeie kapauonorudeckoe obOcieoBaHue mposenaeHo B 5 mecsies. [lo
nanabM Ox0-KI' BbIsiBIeHO cHIKeHHE (pakiuu BeIOpoca jeBoro xkemygouka (OB
JDK) — 50%, xamepsl cepana yBenudeHbsl He Obutn, pazMepsl JIK: KCP — 16 mwm,
KJIP — 22 mm, HeOonbImas runeprpodus Muokapaa JIK (TomiuHa 3aiHe CTEHKH
aesoro xenynouka (3CJDK) — 4,5 mm, mexokenynoukoid neperopoaku (MXKII) — 5-
5,5 mm). OO0 — 2,5 MM, HapyIIEHU CTPYKTYPHI U (DYHKIIMH KJIallaHHOTO amrmapara
He BbisBiieHO. Ha OKI' BbIsIBICHO HapyIlIeHUE MPOIIECCOB PEMOISPU3ALINH.

B Bo3pacre 8 MecsleB 1eBOUKa KOHCYIBTUPOBAHA HEBPOJIOTOM — COXpPaHsi-
nach aud@ys3Has MblIeyHas TMIOTOHMSI, CYXO)KMJIbHBIE PEQIIEKChl HE BBbI3bIBa-
JIUCh, BBISIBJIEH CUHAPOM «CBOOOIHBIX HAAIUICUMID», «CKIAQAHOTO HOXAa»; TOJOBY
yAEp’KUBAJIa TOJIBKO B BEPTUKAJIBLHOM IMOJIOXKEHUH, CAMOCTOSATEIBHO HE MEepeBOpa-
YMBajach, HE Moi3ajia.

Ha snexrponnoii Heitpomuorpaduu (GHMI') B 3o Bpems (09.2015 r.) 3ape-
TUCTPUPOBAHO YMEPEHHO BBIPAKEHHOE CHHKEHUE IapaMeTpPOB aMILIMTYIbl M-
OTBETOB HCCJEIOBAHHBIX MBIIIL BEPXHUX W HUKHUX KOHEUYHOCTEH, MapaMeTphbl
CKOpOCTH pacnpocTpaHeHust Bo30Oyxenus (CPB) mo HepBam B mpezienax Bo3pact-
HOU HOPMBI, B TIOKO€ CIIOHTAHHOW aKTUBHOCTH HE 3apETrUCTPUPOBAHO, MPU aKTHUB-
HBIX JIBWJKEHUSX BBIABISUIACH HU3KOAMILUIUTYAHAs MHTEepdepeHInOoHHas Kpusas |
TUna. YOeIuTeIbHbIX MPU3HAKOB HEPBHO-MBIIIEYHON MATOJIOIMU HE BBISBICHO. 3a-
kioyeHne: CUMITOMOKOMIUIEKC «BsUIOTO peOeHKa». BpoxkaenHas MuonaTus?

B 8 mec. nanuenTtka Obia oOcnenoBana B neauarpuyeckom oraenennu I'Kb
Nell. Ha Oxo0-KI' — kamepsl cepana we yBenudensl, JOK KCP — 19mm, KJIP — 25
MM, camkenue OB JIK — 55%, nebomnbinas runeprpodus muokapaa JIK (3CJDK —
5-5,5mMm, MXKII — 5,5mMM). OOO — 2 MM, HapylIeHH CTPYKTYPhI U (PYHKIIMH KJia-
na”Horo anmnapara He BbisABIeHO. Ha OKI' — putm cunycossiii, HCC — 161 B Mu~,
muddy3Hble HapylIeHUs NPOLECCOB PENOspU3alUU, MPU3HAKK Tuneprpodun
JDK. Inarno3: «Kapanomuonarus HeyrounenHas. Kapaut B anamuaese? OOO. HK
0». Ha3zHaueHsl KapIuoTpOPUKH.

B Bo3pacte 1 roma 7 MecsiiieB manueHTKa mpoxoauia o0caeloBaHue B JIET-
CKOM HEBPOJIOTUYECKOM OT/AENIEHUHU, ObUTH BBISBIIEHBI: TU()PYy3HOE CHUKEHUE MBbI-
IIEYHOTO TOHYCa, CUMIITOM «CKJIaJIHOTO HOXa», ci1abasi onopa Ha HOTH MPU BEPTHU-
KaJlM3allK, OKPY>KHOCTb roJoBbl — 47 cM, Oonbiioi ponanuok — 1 x 1 cm. [ua-
rao3: «llocnencTBus pannero opranuueckoro nopaxenusi [[HC, cunapom mud-

Gby3HOM MHOTHUTIOTOHUH. 3afiepkka mcuxomoTopHoro paszButus. O0O. Kapawo-
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Muonarusi». HazHaueHo jeueHue: KOHIIEHTpAT LepeOpoIn3nHa BHYTPUMBIIIEYHO,
BUTaMUHBI IpyIibl B, cunyconaansubie MoaenupoBanubie Toku (CMT) Ha Horu,
KaJbIus KapOoHat u xonekanbiedepon, JIOK, obmuii Mmaccax.

B Bo3pacte 3 roga 10 MmecsiieB — MOBTOpHas TOCHUTalU3alMs peOeHKa B
JIETCKOE HEBPOJIOTMUECKOE OTJIENICHHE ¢ AuarHo3om: IlocimencTeust paHHero opra-
Huyeckoro nopaxenuss LHHC, cunagpoM muorunoronnu. Muonarus, HeyTOUHEHHAs
dopma. /leBouka Obliia B ICHOM CO3HAHUH, aKTUBHA, HHTEJUIEKT U NMaMATh COOTBET-
CTBOBaJIM BO3pacTy. BruaBisuica nuddy3Ho CHIKEHHBIM MBIIICUHBIM TOHYC, TH-
NEePMOOMIIBHOCTh B KPYMHBIX CYCTaBaX KOHEUHOCTEH, CYXOKUIIbHBIE pe]ieKchl ¢
PYK — HU3KHE, C HOT — HE BBI3BIBAJIUCH, OOpalaia BHUMaHUE HEJIOBKOCTh MOXOKH.

B Bo3pacTte 5 ner geBouka npoxoauia aMmOyinaTopHOe 00CIE0BaHUE IO MECTY
xurenberBa. Ha 9XO-KI' — kameps! cepana B pazmepax He yBenumuensl, JOK KCP —
25 mm, KJIP — 36 MM, @B JDK — 56%, Tonmmuaa 3CJDK — 4 mm, MXKII — 4 mMm. Kia-
NaHHbIN amnmapar 6e3 ocooenHocte. Ha DKI™ — cuHyCOBBINM pUTM, TOPU30HTAIBHOE
noJioxkeHue sekTpudeckoit ocu cepaua (30C), eNTMHUYHBIE KEITYTOUYKOBBIE SKCTpa-
CUCTOJIBL. B manbpHeleM HeBPOJIOroM U KapIMoJIOroM He HaOIonanach.

C cents6psa 2022 roga, B Bo3pacte 7 JET AEBOYKA cTayia ObICTPO yCTaBaTh
pU X0Ap0€, 10 AOPOre B LIKOIY YACTO OTAbIXaJa, IEPUOANYECKU OoJiena OCTPhIMU
pecnupaTopHbiMH 3a0oseBaHusIMU. B HOsiOpe-nekadpe 2022 1. gBax bl MepeHecia
nHeBMOHMIO. B sHBape-depane 2023 1., B Bo3pacTe 8 JIeT, B COCTOSIHUU peOeHKa
OTMEYanach OTpULATENIbHAS JUHAMHUKA 33 CUET HapacTaHUsl cla0OCTH, CHHKEHUS
anmetuTa u Ooseit B xxuBoTe. B derpane 2023 r. rocnutanuzupoana B MMI] c
JIMarHo30M: «XpOHUUYECKUM TacTpUT, repruoa odboctpenus. 3amnop». HazHaueHa ra-
cTporiporektepHas tepanus. [Ipu obcrnenoBanuu He OBLIO OOHAPYKEHO CyIIie-
CTBEHHBIX OTKJIOHEHHUH JJabOpaTOpHBIX MOKa3zaresel oT HopMbl. Ha ¢oHe neuenus
COCTOsIHUE 0€3 CyIIECTBEHHOW JUHAMMKH, KaJIO0bI COXPaHSIIUCH (C1a00CTh, OTKA3
OT elIbl, OTCYTCTBHE cTyna). [locae ouncTuTensHol Kiu3Mbl U AedeKauy HaOmro-
Jlanach BhIpaXKeHHas cj1aboCTh, MOTEPSI CO3ZHAHMS, PA3TUTON [IMAHO3, BBIPAKEHHAS
runotonusi, opagukapaus (UCC — 40 B Mun).

[TpoBeneHpl peaHUMAIMOHHBIE MEPOIIPUATHUS, Ha (JOHE KOTOPBIX MOKa3aTeIH
cradbmmzupoanuck (HCC — 80 B mun, AJl - 65/40 mm. pt. ct., SpO2 — 95%). B
OMOXMMHYECKOM aHajJu3€ KpPOBH OTMEuajoch NoBbilieHHWe TpaHcamuHaz (ACT —
170 E/n, AJIT — 130 E/n).

Ha crnenyromuii 7eHb B CONPOBOXKIAEHUN PEAHUMATOJIOTA, MO CaH. aBHAIlUU

nocrapiieHa B ' Kb Nell 1. Ps3anb, rocnuranusupopana B JIPUT. Obmee cocTos-
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HUE OLEHMBAJIOCH KaK TSXKEJIO€ 3a CUET HEJOCTATOYHOCTH KpoBooOpaiieHus I b
crereHn. OOBEKTUBHO: JIEBOYKA B CO3HAHUU, HO OYCHB Bsijlasi U coHnuBas. KoxHbie
MOKPOBBI YUCTHIE, OyieHbIe. OTMeUaeTcs OJIbIIIKa CMEIIaHHOTO xapakrepa, Y/ /1 —
30 B muH. ['paHullbl OTHOCHUTENILHON CEPAEYHOM TYNMOCTH pacIIUpeHbl (JIeBas —
KHapy>ku Ha 1,5 cM OT cpeiHe-KIIOUUYHON JIMHUY, TIpaBasi — MO MPaBOil CTEpHAIIb-
HOU JIMHKUM), TOHBI CEp/lla NPUIITYIICHBI, PUTM HEMPABUIIbHBIN (4acThle IKCTPACH-
ctonbl), HCC — 114-120 B muH. Ileuenp BbICTynana n3-moja Kpast peOepHOM Ayry Ha
3,5 — 4 cm, Trype3 CHUKEH.

Ha penTtrenorpamme opraHoB IpyJHOU KJIETKH peOCHKA PErHCTPUPOBAIOCH

pacuMpeHue TeHu cepaia BieBo (puc. 1).

Puc. 1. PenTreHorpaMmma opraHoB rpyIHOM KIJIETKH —
paclIMpeHne TEHU CepALa BIEBO.

ITpu nposeaenuun IxoKI' BeIsiBIeHa 3HauuTenbHas awiararusa JIDK, mut-
panibHasi HeAOCTaTouHOCTh 2-3 cT., ®B JDK — 52%. Ha OKI' — cunycoBas taxu-
KapJusi, HApYyIIEHUE MPOLECCOB PEMOISPU3ALNN U BHYTPUKEITYIOUKOBOM MPOBO-

IUMocCTH (puc. 2).

Puc. 2. OKT" — cuHycoBasi Taxukap/us; HapyIllIeHUE MPOLIECCOB PETOISPU3ALIUU.
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[Tpu xontepoBckoM MoHUTOpHUpoBaHUHU (XM) DKI' BBISBICHBI HAKETY10Y-
KoBBIe dKcTpacuctonsl (HXKD) — 46/cyT, kemymoukoBbie 3KcTpacuctonbl (KKJ) —

1410 /cyT, smm3oasl yamuHeHus: PQ - 58 snmu3onos (puc. 3).

Puc. 3. XonrepoBckoe monutopupoBanue IKI' — skcTpacucronus,
AnM30/bl yanuHeHus PQ.

[To pe3ynpTaraMm GMOXMMHUYECKOTO aHaM3a KPOBU — TEHJICHIIUS K HOpMaJu-
3anuu ypoBHs TpancamuHas (ACT — 75 E/n, AJIT — 68 E/n).

B JAPUT mpoBoaunocs JjieueHue ¢ uenbto pasrpy3ku JOK. beimm Ha3HaueHBI:
AHTArOHUCT MUHEPATIOKOPTUKOUIHBIX PELENTOPOB (CIHPOHOIAKTOH), CEPICUHBII
UKO3UA  (IurokcuH), uHruourop AIID (kamrompwit), A NpeAOTBpaIICHUS
TpoMOOOOpa3oBaHus ObLT HAa3HAYEH aHTUKOATYIAHT (remapuH Hatpusi). Ha done
TepanMd OTMeYanach IOJIOKUTEIbHAS [IWHAMHUKA: JEBOYKA CTaja AaKTHBHEE,
YMEHBIIIWIACh OJBIIIKA, COKPATWIMCh pa3Mephbl NMEYeHU, TOHbI CepAlla CTalu siC-
HbIMH, puTMAYHBIME (UCC — 96-102 B MUH), BOCCTAaHOBHIICS TUYPE3.

Jliist mpoBeieHus JaabHEHIIIEro o0CaeI0BaHus U KOPPEKTUPOBKHU TEPAIUM Jie-
Bouka HanpasieHa B HUKU nenuarpun nmenu FO.E. Benprumena (r. Mocksa), kyna
noctynwia B mae 2023 rona. Tam Obu1a mponsBeieHa KOPPEKIUS Teparuu: OTMEHEH
JIUTOKCUH, N00aBJeHbI OeTa-aJpeHoOJoKaTop (KapBEIUsIo) U METICBOU JUYPETHUK
(pypocemun). Ha ¢oHe MmpoBOAMMOro JIEUEHHS OTMEUAIOCh MPOrPECCUPOBAHHUE
XCH, nHa 2x0-KI' napacranu npusznaku [IKMII ¢ yBenmnuennem pasmepa JOK u
camkenneM ®B 1o 27,5%, npenMyIiiecTBeHHO 3a CYET BBIPAKEHHOTO AM(HY3HOTO

T'HIIOKKWHE3a U IMPAKTUYCCKH dKNMHC3a HMKHUX 3aJTHUX U OOKOBBIX CETMEHTOB.
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Tam ke JONOJHUTENBHO MPOBEAEHO MOJIHOTEHOMHOE CEKBEHHPOBAHUE, B Pe-
3yAbTaTe KOTOPOTO OOHAPYKEHBl paHEEe HE OMMCAHHBIE B JIMTEpPAType BapHaHTHI
MyTalui B T€TEPO3UTOTHOM COCTOSIHUM B 3Kk30HE 13 u3 41 rena SPEG (npuBons-
el K MpuoOPETEHUIO CTOM-KOJIOHA U MPEKIEBPEMEHHON TEpMUHALIUU TPAHCIIS-
uu p.GInl179Ter) u B untpone 13 u3 40 rena SPEG (npuBoasiiel K ©”3MEHEHUIO B
WHTPOHE ¥ BO3MOXXHOMY HapyIIeHHIO craiicuara ¢.3716-7570G>A).

N3-3a OTCYTCTBHS MOJOKUTEIBHOIO OTBETA HA MEIUKAMEHTO3HYIO TEPAIHIO,
ob110 pemrero nepeBectu pedbenka B ®I'BY HMUIL THUO um. B.U. lllymakosa (T.
MockBa), re nMpoBeACHO ONEepPaTUBHOE BMEIIATEIHCTBO MO UMILIAHTAIMU HUCKYC-
ctBeHHoTO *)emynouka cepaua (MKC). Ilocne omepanun peOGEHOK mepeBe/ieH B
OPUT, onHako HECMOTps HA MPOBOAUMYIO TEPAINMIO, AEBOYKA OCTABAJaCh B KOME.
C uenpl0 yTOYHEHMS XapakTepa MU3MEHEHUH B TOJIOBHOM MO3I€ BBINIOJHEHA JKC-
TpeHHass MPT, B pe3ynbrare KOTOpOl OOHapy:ke€H TpoMOO3 COCYAOB TOJOBHOIO
mo3ra. IIpoBeaeHa sKCTpeHHass TPOMOIKTOMHUSI, OJJHAKO COCTOsIHME peOeHKa Mpo-
JIOJDKAJIO MPOTPECCUBHO YXYAIIATHCA M HA 5 I€Hb JICYCHHsI HACTYIWII JIETAJIBHBIN
MCXOJT BCIIEACTBUE OCTPOT0 HAPYIIEHUSI MO3TOBOTO KPOBOOOPAILIEHHUS.

Pesyabrarsl U 00cyxaeHuE

[IpeacraBnennsiii cyvait JIKMII y pebenka xapakrepuszyeTcsi OTHOCUTENb-
HO TO3/IHEW MarHOCTHUKOM yKa3aHHOM NaToJOruu — 3a00JIEBaHUE BBISABIEHO B 7
net. [1o manneIM utepatypsl Auardo3 JAKMII B nequatpudeckoit npakTUke vaiie
yCTaHaBJIMBAETCA HA EPBOM TOAY *U3HH peOeHka [1].

B onuceiBaeMom ciiydae 3a00jeBaHuEe AEOIOTUPOBAIIO C HEBPOJIOTHUYECKOM
CUMIITOMATUKH, B KIMHHUKE MPEBAIUPOBATIU CUMIITOMBI MHUOTHIIOTOHUHU, YTO CO-
rJ1IaCyeTCsl C JaHHBIMU Psifia UCCIeA0BaHum [9].

[TanpeHTKa moJiydajla KOHCEPBATHBHYIO TEPAIMIO COIVIACHO KIMHUYECKHM
pexomenparusam M3 P® no neuenuto XCH [12, 14].

[IporpeccupoBanue 3a00€BaHUs MPUBEIO K OBICTPOMY Pa3BUTHIO JEKOM-
MIEHCUPOBAHHOM CEepAEYHOM HEAOCTATOYHOCTH, HECMOTPS Ha MPOBOAUMOE MEIIH-
KaMEHTO3HO€ JieueHue. JlekoMreHcanusi 3a00JeBaHUsl MOCTYXKUIa MPUYUHON K
OPUHATHIO pEIeHHs 00 ONepaTUBHOM JeUeHUHU. BBUy HEBO3MOKHOCTH OBICTPOTO
MIPOBEICHUSI ONepalliU 10 TPAHCIUIAHTALIMK Cep/ilia, ObLIO OCYIECTBIECHO Naliia-
TUBHOE BMEUIATENLCTBO ¢ uMIutanTanuent MXKC.

Hanbonee ywacteiMu HEOJArompusTHBIMA HMCXOJAaMU TOJOOHOM omepaiuu
SBIISAIOTCA: MHQPEKIHOHHBIE OCJOXHEHHsI, HapylIeHHe pUTMa, TPOMOO3 IOMIIBI

NKC, nmemuyeckuili uim remopparudeckuii uHcynsT [15, 16]. B onuceiBaeMoMm
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clly4ae UMeJl MECTO MHOKECTBEHHBIM TPOMOO03 COCYI0OB TOJIOBHOTO MO3ra.

B npencraBieHHOM KIMHUYECKOM HAOMIOICHUU Y MALMEHTKA OOHapy>KeHa
myTanus B rene SPEG, B HopMe skcnpeccupyroniemM CHHTE3 TPOTEUHKUHA3HI B TO-
MEPEYHOIOJIOCATHIX MBIIIIAX, KOTOpas HeoOxoauma Jisi (GOPMUPOBAHMS CKeJleTa
MBIIIEYHBIX KJIETOK. MI3BeCTHO, UTO 110/I00HBIC MAaTOreHHbIE OUasIeIbHbIE BaprUaH-
Tel MyTaiuii B rene SPEG mpuBoIAT K pa3BUTHIO ayTOCOMHO-PELIECCUBHOI IICH-
TpoHyKJIeapHoi muonaTuu, i 5 (MexayHapoansriii peructp OMIM 615959).

Panee B nureparype onucaHbl ciliydyan OTHOCHUTEIBHO OJarompusiTHOrO Teye-
HUs 3a001eBaHus Ha (poHE KOHCepBaTHBHOrO jieucHus. [1o manueim P.B. Agrawal et
al. (2014) y nanuentku ¢ mytanueii B 13 u 18 sk3onax rena SPEG Ttepamnus Obuia
Hayara B MEpPUOJI HOBOPOXKACHHOCTH; B PE3yJbTaTe JEUEHUsl cepleuHas (QyHKUUsS
HOPMAaJIM30BANIACh K | TOy )KHU3HU, NpeoTBpaTuB nporpeccuposanne [JKMII [9].

B paccmaTprBaeMOM KIIMHMYECKOM CIIy4ae MO3JHSsS JUAarHOCTUKa 00yCI0B-
JeHa NPEeBAJIMPOBAHUEM HEBPOJIOTMUYECKON CHMITOMATUKM B je0roTe 3aboseBa-
Husl. [locTaHOBKa OKOHUYATEJIBHOTO JIMAarHo3a ObLIA 3aTpyJHEHA BBU]Y BBISBICHMUS
paHee He OMHMCAHHBIX BapuaHTOB MyTanmii reHa SPEG. BenencrBue namnuus fe-
KOMIICHCUPOBAHHOM cepaeuHoi HemocTtaTouHocT (CH) y manueHTKy najuiiaThB-
Hasa onepauus 1o ycranoBke MJKC mmena BBICOKMI PUCK MHTPa- U MOCTOIIEPALIH-
OHHBIX OCJIOXXHEHHM, KOTOPBIN peannu3oBajcs y He€ B BUAE TpOMOO3a COCYAOB I'0O-
JIOBHOI'O MO3ra.

3akiroueHue

OnucaHHBIN Cily4ail maTOJOTUU TOKA3bIBAET, YTO MBIIIEYHAs TUIIOTOHUS U
3aJiepKKa TICUXOMOTOPHOTO Pa3BUTHS PEOEHKAa B COUYETAHUU C M3MEHEHUSIMU Ha
Ox0oKI' 10mKHBI BBI3BIBATH HACTOPOXKEHHOCTHh Bpada-liequarpa U Bpayel Y3KHX
CIIELIMAJIBHOCTEN OTHOCUTENBHO BO3MOXKHOTrO pasutus JKMII u cioyxuts noso-
JIOM K JTOITOJIHUTEIBHOMY MOJIEKYJISIPHO-TEHETHYECKOMY UCCIEAOBAHUIO.

CBoeBpeMEHHAs AMAarHOCTHKAa WM PaHHEE Hayajo TEPANUU NO3BOJUT YIIyd-
HUTh KadecTBO kU3HU Aeter ¢ JIKMII u yMeHpIIMTh 4acTOTy HEXKENATENbHBIX

SABJICHUU TIPU MTPOBEICHUN UM aJICKBATHOMN TEPAIIHH.
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