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KIMMHWYECKNIA CNYYAIA CEMEVNHOW
MUOONCTPODUN OIOLLUEHHA

B cTaTbe npeacTaBneH aHanus KIMHUYeCKoro cJlydas AnMarHOCTUKM CEMENHOM MUOANCTPOhUM JioLeHHa Y HOBOPOXOEHHOrO
pebeHka, NoATBEPXAEHHOro B HeoHaTanbHOM nepuofe. OnmncaHbl 3Tanbl ANMAarHOCTUKM U MX OCODEHHOCTb. MepBbiM 3Tanom
OMArHOCTVKL B HalleM KIIMHUYeCKOM HabMoAeHUM CTanu CiydYariHO BbISBNEHHbIE U3MEeHEHUs B BUOXMMUYECKOM aHanmse
KPOBW HOBOPOXXAEHHOMO Ha BTOPbIE CYTKM XM3HW: BbICOKas akTMBHOCTb acnapTaTaMmMHoTpacdepass, anaHHaMHoTpaHcde-
pa3bl CbIBOPOTKM KPOBU. [o34Hee NpoBefeH aHanu3 aHaMHeCTUYeckx AaHHbIX — Kak 0Ka3anoch, B CEMbe yke ecTb pebeHoK
¢ MuoamncTpoduen [ioweHHa. OgHako, y MaTepu pebeHka He Oblo HACTOPOXEHHOCT MO MOBOAY BO3MOXHOMO POXAEHNS
ellle oiHoro pebeHka ¢ NofgobHON NaToforiel: Ha y4eT no GepeMeHHOCTM BCTana Nno3aHo, B 24 Heflenw, npeHaTanbHas ama-
rHOCTUKA HACNeACTBEHHbIX 3ab0NeBaHMn Npu HacTosLLen BepeMeHHOCTU He NpoBoamnack (nokasaHo Ha 12-1 Hefene Gepe-
MEHHOCTI), reHeTU4eckoe 0bCnefoBaHMe XeHLLIVHbI NS BbIABNEHNS HOCUTeNbCTBA MyTaumm B reHe DMD He BbINOSHANOCh.

[anee, Npy NOBTOPHbIX, YXe LiefleHarnpaBeHHbIX, NCCNefoBaHUAX KPOBW BbISBIIEHbI MOBbILLEHWE aKTUBHOCTW KpeaTUHMOC-
dokMHa3bl, NakTaTaernaporeHasbl. M, HakoHel, MofekynspHo-reHeTnyeckoe obceaoBaHe NoATBEPANIIO Y HOBOPOXKAEH-
HOrO HaCNeACTBEHHYIO NATONOMMIO — MUOANCTPOMMIO ioLeHHa.

Llenb cTraTby — npecTaBUTb KNMHUYECKMIA CEMENHBIV ClTyHal NporpeccupytoLLen MbilleqHon Anctpodum [ioleHHa, nokasaTb
0COBEHHOCTU 1 TPYAHOCTM AMArHOCTUKM STOM FreHeTNHEeCKOM NaToNorim B HeoHaTanbHOM neproge.

3akntoveHue. OnucaHne KINMHNYECKOro Cllydas ANarHOCTMKM ceMernHon Muoamnctpodumn diowerHa (MOL) y HOBOPOXIEH-
Horo pebeHka, NOATBEPXKAEHHOMO B HEOHATAIbHOM NEPUOLE, ABNAETCS Pefikon c1uTyaumen. MokasaHbl 0COOeHHOCTU AaHHOMo
cflydas C y4eToM CoUManbHOro CTaTyca MaTepu, aHaMHECTUHEeCKMX daHHbIX, PAHHUX OMOXUMUYECKMX N3MEHEHW KPOBW.
BaskHbIMW, peLaioLLMm 1 onpedensiowmMmy dpaktaMmu Ans yriybneHns AnarHocTMyeckoro nouncka (MpoeeaeH s Monekynsap-
HO-reHeTMYeCKOro UCCNeoBaHNs) CTanm ABa 06CTOATeNbCTBA: 3HAYUTENbHOE MNOBbILLEHWEe aKTUBHOCTY thepmeHTos ACT, AJT,
KOK, NIAT 1 aHaMHe3 ¢ ycTaHoBeHHbIM ArarHozom MM y cnbca.

KntoyeBble cnoBa: BpOXAeHHbIE HEMPOMbILLIEYHbIe 3a00NeBaHMs; MbllevHas ANCTpodus [iolleHHa; HOBOPOXAEH-
HbI peOeHOK; ceMerHbIN CNyyal; acnapTaTaMmmMHoTpacdepasa; anaHMHaMUHoTpaHchepasa;
KpeaTnHhoChOKMHA3a; NakTaTAernaporeHasa; MonekynspHo-reHeTnyeckoe NccnefoBaHmne

Sokolovskaya M.A., Makartseva E.S., Gavrilova E.N.
Novokuznetsk State Institute for Further Training of Physicians,
Kuzbass Children’s Clinical Hospital named after Y.E. Malakhovsky, Novokuznetsk, Russia

CLINICAL CASE OF FAMILIAL DUCHENNE MYODYSTROPHY

The article presents an analysis of a clinical case of the diagnosis of familial Duchenne myodystrophy in a newborn child con-
firmed in the neonatal period. The stages of diagnosis and their peculiarities are described. The first stage of diagnosis of
familial Duchenne myodystrophy in our clinical observation was accidentally identified changes in the blood biochemical
analysis of the newborn on the second day of life: high activity of aspartate aminotransferase, serum alanine aminotransfer-
ase. Later, anamnestic data were analyzed - as it turned out, there was already a child with Duchenne myodystrophy in the
family. However, child’s mother was not alert to the possibility of having another child with similar pathology: she was regis-
tered at 24 weeks late for pregnancy, prenatal diagnostics of hereditary diseases was not carried out in this pregnancy (shown
at 12 weeks of pregnancy), genetic examination of a woman to detect carrier mutation in Duchenne myodystrophy gene was
not carried out.

Further, repeated targeted blood tests revealed increased creatine phosphokinase and lactate dehydrogenase activity. Finally,
molecular-genetic examination confirmed a hereditary pathology — Duchenne myodystrophy in a newborn.

The aim of the article is to present a clinical family case of progressive Duchenne muscular dystrophy and to show the
peculiarities and difficulties of diagnosing this genetic pathology in the neonatal period.

Conclusion. The description of a clinical case of familial Duchenne myodystrophy diagnosis in a newborn child confirmed in
the neonatal period is a rare situation. The peculiarities of this case are shown taking into account the social status of the
mother, anamnestic data, early blood biochemical changes. Two important, decisive and determining facts for deepening the
diagnostic search (conducting a molecular genetic study) were two circumstances: a significant increase in the activity of the
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enzymes aspartate aminotransferase, serum alanine aminotransferase, creatine phosphokinase, lactate dehydrogenase and a
history with an established diagnosis of familial Duchenne myodystrophy in a sibling.
Key words: congenital neuromuscular diseases; Duchenne muscular dystrophy; newborn child; familial case;
aspartateaminotransferase; alanineaminotransferase; creatinephosphokinase; lactatedehydrogenase;

molecular genetic study

KTYaJbHOCTb MPOGJIEMBI BPOKIEHHBIX HEHPOMbI-

meunbix 3aGoseBanuii (HM3) onpegensiercst ux
MIIPOKOH PACIPOCTPAHEHHOCTHIO, TEHEHITIEH K HaKO-
MJIEHUIO TEHEeTHYECKIX MYyTaIlil B Ka)K/IOM IOCTIELYIO-
IMeM TOKOJICHWN, CHIDKEHHEM KadecTBa SKU3HH, Pa3BU-
THeM paHHell u Tspxesoil unBamuausanuu. Hegoonenka
gHaunMoctn HM3 mpuBoauT K TO3/1HEN AMArHOCTHKE
3a60JIeBaHNii, HEJOCTATOYHOCTH U HECBOEBPEMEHHOCTH
npoUIaKTHIECKUX Mep, HeadEeKTHBHON, MTO3THO
HadaTol Tepanny MalneHToB 1, KaK CJIe/CTBUe, K NHBA-
JUN3AINN YXe B IeTCKOM Bo3pacte. Huskas BBIABIIA-
€MOCTb PAHHHX CHMIITOMOB 3a00JI€BaHNs, BBICOKAS
YacToTa OMMUOOYHBIX AMATHO30B, HEJOOIEHKA KIMHITIE-
CKUX T HEHPO(DU3NOTOTHUECKIX AMATHOCTHYCCKIX KPU-
TepueB MPUBOJAT K TMo3aHell guarnoctuke HM3, nea-
JIeKBAaTHOW TakTuKe Jedenusi. Hamnporus, pano
JUATHOCTHpYyeMasl HeHpOMBINIeYHas MHaTOJOTHSA TIpH
AKTUBHOM HAOIIOJCHUN W a/IeKBATHOM JIEIEHIH MOKET
IPUHNMATD Ha OMpEeJeHHOM 3Tale JoOPOKAYeCTBEH-
Hoe Tevyenmne [1].

PacmipocTpaneHHOCTb TIPOTPECCUPYIONTNX  MBITIeY-
ubix aucrpoduii (IIM/T) cocrasaser nopsaka 200 ciy-
vaes Ha 1000000 Hacemenus [2], 4TO MO3BOJISIET OTHO-
CUThb UX K Haubojiee 4acTo BCTpevaomuMcs: Gopmam
HaCJIeICTBEHHOI Tartojornn. Yarme ke BCeTo B CTPYK-
type IIM/I peructpupyercs muoanctpodus /lionenna
(M) — 9,6 ma 100000, a TIM/T Bekkepa — 5,0 Ha
100000 wHacesenust Myskckoro moJa. OOmeMupoBast
3a6osieBaeMocTb MuoucTpodun /liomenHa cocraBiser
1 : 5000 HOBOpPOSK/IEHHBIX MaTbuMKOB. YacToTa BCTpe-
gaemoctn apyrux ¢dopm I[IM/] B momysasmum cytie-
CcTBeHHO HILKe [3-6].

Mbpimevnas auctpodus domenna (MJIJI) — sto
HACJIe/ICTBEHHOE PEIeCCHBHOE HEPBHO-MbIIIIEYHOE 3a60-
JieBaHWe, CIEIVIeHHOe ¢ X-XPOMOCOMOIi, BBI3BAHHOE
Mmyrarusivt B reie DMD, koxupyioiero 6esioK uc-
TpoUH, TPHUBOAAIIEe K OTCYTCTBHIO WJIN HEJIOCTATOU-
noit pyukiun aucrpoduna. [Anctpodun — MUTOCKETE-
TOYHBIN GeJIOK, KOTOPBIN 006ecIeunBaeT MPOYHOCTD,
CcTabUJABHOCTD W (PYHKINOHATHHOCTL MHOGMUOPIILI.
Ten, orBewamomuii 3a BbIpaGOTKY Gesika auctpoduHa,
COCTOUT W3 79 dacTeli-9K30HOB M JIOKATHM3YeTCs Ha
21 xpomocome. Jlo 60 % ciydaeB HMEOT MyTalluu
OJIHOTO UJIM HECKOJIbKUX HK30HOB (Jle/Ieuu WK Iy IIu-
karn) [5, 6]. Tombko B 30 % cayuaes GonbHOI peGe-
HOK POXK/AeTcs B pe3yJbTare CIIOHTAHHON MyTaiuu. B
70 % ciydaeB HOCHTEJEM MyTal[iHl sIBJISETCS MaTb
pebeHKa, KOTOpas, Kak MPaBUJIO, He 3HAET 00 ITOM.

BbisiBiieHHble MyTallUl [PUBOJST K MOBBINIEHHON
MPOHUIIAEMOCTH W PA3PYIIEHII0O MeMOpaH MHOIUTOB,
YTO CONPOBOK/IACTCS BOCTIAJNTEIHHBIMI N3MEHEHUSAMI
¢ mocaenyioneil (GuOPo3HO-KMPOBOH jereneparnei
MblL.  BoseoT Manbunku, 6oJe3Hb [J1e0l0THPYET B
JIETCKOM BO3pacTe, 4alle B BO3pacTe OT Tofa A0 IATH
Jer. CHUMIITOMBI TIPOSBIAIOTCS He Cpa3y U HapacTaoT
nocTenenno. Kpaiine pearo AMarHO3 MUOIUCTPO(UH

€/

[lioteHHa yCcTaHABINBAETCS B HEOHATATHHOM TIEPUO/IE,
B CIJIYy OTCYTCTBUS SIDKUX, 3HAUYNUTENBHBIX W CIIETU(H-
YeCcKWX KJIMHUYEeCKUX TmposBiaennii. Kaxk wu3BecTHO,
HEeOOXOIMMO BpeMsT sl uX peanusaiuu. VU gaxe B
TepBble MeCSIbl U Ha TEePBOM TOAY KU3HU MOTOPHOE
pasBuTne peGeHKa MOKET U HE UMETh OTKJIOHEHUH, WJIN
MIPOMCXOJUTD C HE3HAYUTEJNbHON 3a/ep:kKoii. Tak, Kian-
HUYeCcKUe TPOSIBIEHNs Ha TEPBOM TOMY KU3HU B BHJE
CUMITTOMOKOMILIEKCA <«BSIJIOTO PeGEHKa» MOTYT HMETb
Bcero 1o 10 % manumentos ¢ M/I/] n 1o 30 % Miazen-
1IeB MOTYT OTCTaBaThb B TICUXO-PEUYEBOM PA3BUTHUM.
Kpowme Toro, y Takux [meteii, daiie uyeM B CpeIHEM B
TOTIYJISITIANU, BBISBJISIOTCS PACCTPOIICTBA Ay TUCTHYECKO-
ro crektpa (PAC) [7]. B ar0ii cBA3M, 04€HD BaKHBIM
SBJIIETCS OPWEHTUP Ha [IUArHOCTHYECKWe KPUTEPUH
3a60JieBaHus, OCOOEHHO B PAHHEM, MJIAIEHUYECKOM BO3-
pacte. BajkHO He <«MPOIMYCTUTH» TEPBbIE CUMIITOMBI B
COUYETAHWN ¢ AaHAMHECTHYECKUMNU JJAHHBIMU: BepUMUITI-
POBAHHDBIN AMATHO3 MPOTPECCUpPYIoNieil MuoaucTpodun
YV POJICTBEHHWKOB MY’KCKOTO I0JIa MO MAaTEepPUHCKOM
Junny u Heytounennoe HM3; ycranoBieHHbiil paxT
HAJIMYMS B CeMbe SKEHITWH HOCUTEJIbHUI] TaTOJOTHde-
CKOTO TeHa; KapauoJornyeckue saGosesanns (Kapano-
MMONATHN) Y POACTBEHHUKOB KEHCKOTO T10J1a MO Mare-
PUHCKON JTMHWUW; MYXXCKOW MoJl peGeHKa; MOBBINIEHIEe
aktuBHOCTH Tpancammuas — AJIT m ACT u kpeaTtnn-
¢ochoknHazbl B CHIBOPOTKE KPOBW; W, BO3HUKAIOIINE
Topasio To3/Hee, 33eP>KKa CTAHOBJIEHUS JABUTATETH-
HBIX HABBIKOB, CHIDKEHUE WHTEJJIEKTA.

Kak mpaBuio, teuenne 3a60e€BaHNsI HOCUT TIPOTPe-
JIUEHTHBI XapakTep: TPOTPECCUBHO aTPOMUPYIOTCS
MBITIIIBI TA30BOTO U TJIEYEBOTO Tosica Ha POHE TICEBIO-
TUTepTPOPUN UKPOHOKHBIX, SATOAMYHBIX, I€THTOBUJI-
HBIX MBI, MBI KUBOTAa " s3bika. OTMedaeTcs
n3MeHeHne TOXOKHN M0 TUIY <«YTUHOW» K 4-5 TojaMm:
PeGEHOK TMIUPOKO PACCTABJISIET HOTH, TIPU X0/Ib0€ mepe-
BAJIMBAETCS M3 CTOPOHBI B CTOPOHY, TI€PEBUTAETCS Ha
HOCOYKAX, MAIMeHThI IoMoraior cebe pykamu (mpuem
ToBepca), TMOJHUMASICH C TOJIA, CHJABHO PadMaxmBaIOT
pykamu mpu xoap6e. Mopmupyetcs nedopMaims CTo,
TPYIHON KJIETKW, MO3BOHOYHUKA, PA3BUBAIOTCS JMJIATA-
IIMOHHAST MUOKAPJWONATUS W JIbIXaTeJbHble HapyIe-
HUs, TPUBOSANINE K JIETATHHOMY MCXOAY B MOJIOJOM
Bospacre [3, 5-7]. M/l — nporpeccupyiotiee 3a60.e-
BaHMe, KOTOPOE CO BpeMeHeM MOpaskaeT MHOTHE CHCTe-
Mbl 1 oprambl pebeHka. Iloaromy Jiedenne pebeHKa
M/I/T 1o/KHO OBITH KOMILIEKCHDBIM, C YYaCTUEM MYJIb-
TUAMCIUTITTHAPHON KOMAH/bl Bpadeil: meawmarp, IeT-
CKWIT HEBPOJIOT, lajiee — PeabUINTOIOT, 9PTOTEPAIEBT,
TICUXOJIOT, OPTOTIE[l, XUPYPT, SHIOKPUHOJOT, KapAnuo-
JIOT, TACTPOIHTEPOJIOT, TUETOJIOT, CHEeUATNCT TaIna-
TUBHON MOMOIIIN.

[narnoctuka M/I/] nmeer omnpejeneHubie TPyAHO-
CTH, 0COGEHHO HAa PAHHUX JTanax 3a00JIeBaHU B MJa-
JleHYeCKOM U, TeM OoJiee, HEOHATAJIBHOM Tepuojax
Ku3Hu. U B 9TUX MepHojaX YacTo yCTaHABJIUBAIOTCS
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omuOOYHbIe IWATHO3bI, TaKWe Kak TepuHaTaJIbHOe
nopaxkenne [THC, kapamoMuonaTus, remaTuT, Paxur,
aJMMeHTapHas TUTOTPOQUs, ACTEHUIECKUH CUHIPOM,
Mo3/IHee — PACCTPOICTBA AYTUCTUYECKOTO CIIEKTPa
(PAC), koctho-cycraBnas matoqorus u ap. [8]. U1, kak
CJe/ICTBUE, Tepalus B 9TUX CJAydasdx sBJASeTCS He
a(pdexTnBHON U He aTeKBATHOM.

IlepBbIit aTanm AMATHOCTUKYM TPU TOAO3PEHUN Ha
M/ — wuccaenoBanne aktuBHoctu KMK cuBopoTkn
kposu. [Ipu mumwonatum /[lfomerHa mMpoucxoauT padmro-
MHION3 W BbICBOOOXKIeHWe B KpoBb KDK, npyrmx
MpPOAYKTOB IuTom3a. OTMedaeTcs 3HAYNUTEJTbHOE
nosbiienne yposas KOK, B 100 pas n 6osee. [Toatomy
nccyaenoBanne akTuBHOCTH KOK CBIBOPOTKH KpOBH
MOKeT ObITh TIEPBBIM IMArOM B [HATHOCTHKE 3a60JjeBa-
nusg. Kpome toro, o6sg3arenbHo onpeziesieHne B OMOXH-
MHUYECKOM aHain3e KPOBW AKTUBHOCTH (hEPMEHTOB —
JIAKTAT/IETHIPOTEHA3BI, aJaHnHaMUHOTpaHcdepasbl o
acnapratamuaoTpancdepassl. [lpu M/l /[liomenna
aktuBHOCTH (epmenta JI/IT ObiBaeT MOBBINIEHA B
3-5 pa3. AxruBHOCTh (pepmentoB ACT n AJIT, nmero-
X BHEMEYEHOUHOE TPOUCXOKIEHNE, MOXKET OBITh
TOBBITIIEHA B JECATKU Pa3.

[l Bepudukarnum auarnoda [IM/] [lomenna neo6-
XOJINMa TeHeTHIeCcKasl MATHOCTHKA. BhIToTHeHne reHe-
TUYECKOTO MCCAeIOBAaHUS HAYMHAIOT OOBIYHO C TIPOCTO-
ro meroga MLPA (Multiplex ligation-dependent probe
amplification — aHr/I., MHOXeCTBEHHAsT JTUTAH/I-3aBU-
cuMast mpoba aMIInQUKaIKN), TO3BOJISIONIETO TTPOBe-
puTh Hajgmune Bcex 79 sk3omHOB B reHe DMD. Ecmm
MyTaius Tak 1 He Oblia BbISBJIEHA, MPUMEHSIOT CEKBe-
HupoBanue rena DMD, g BbisBJI€HUS TOUYEYHBIX
MyTarmii. MeamKo-TeHeTHuecKoe KOHCYJIbTUPOBAHUE
MO3BOJISIET BBIPAGOTATH PEKOMEHAITIH 1 1O TIPEHATAb-
HO¥ AMAarHOCTUKE MPHU CJAeTYIONMNX OepPeEMEHHOCTIX TS
poauTeseit pebernka, a caMoro peGeHka B 06s13aTebHOM
nopsagke obcaenoBatb Ha HM3. Ilocae ompenenenns
MyTtanun (m3Menenns rema amcTpoduHa), MaTepu
pebGeHKa TpeiaraeTcsi MPONTH TeHeTHYeCKoe 06CIe0-
BaHWe [/ BBISIBIEHUS HOCUTETbCTBA MYTAIINH B TeHe
DMD. Taxkag wadopmanms BaykHa u JIs IPYTUX POJI-
CTBEHHWKOB »KEHCKOTO MOJIa CO CTOPOHBI Matepu (ee
cecrep, [Jo4epell, TETOK, [ABOIOPOAHBIX CecTep),
MTOCKOJIBKY OHH TaKXXe MOTYT SIBISATHCS HOCUTEJISIMU
JaHHOI MyTauuu. Bo3MoOKHO IIpoBeseHue IIpeHaTa/lb-
noit auarnoctuku IIM/] [Tiomenna MeTogaMn MOJeKy-
JIIPHO-TEHETHYECKOTO HccaefoBanmss Ha 12 mHemene
6epemennoctu [9, 10].

K unCcTpyMeHTaIbHBIM MeTo/IaM THATHOCTUKU OTHO-
carest: roabvatast asexrpomuorpadus (OMT) st
MOATBEPSKAEHNS TEePBUYHO-MBIEUYHBIX W3MeHEeHU
MUONATHYECKOTO THTA; JJaeKTpoHelipoMuorpadust
(OHMT) perucrpupyer cHmkenne M-orseros; Y31
MBITII] TO/TBEPKIAET MPU3HAKYU MBITIETHON JleTeHepa-
MU 3aMeHa MBIEYHOH TKaHW KUPOBON Ul Guodpo3-
noit Tkaupio; DKI, 3XO-KI' — BbIAB/ISIOT MOSBJICHIE
apUTMUNU, HapylIeHne TPOBOIUMOCTH, TPU3HAKU CHCTO-
JUYecKoil AUCHYHKITNHT, AUIATAAN JIEBOTO KETyI0U-
Ka, rumepTpoduu MUOKap/a, MUTPATHHON perypruTa-
uyn; MaruuTtHo-pedonancHas tomorpadus (MPT) —
MO3BOJISIET JaTh KAYECTBEHHYIO W KOJUYECTBEHHYIO

Ne3 (90) 2022

XapaKTepUCTUKY M3MEHEHWH B CKEJIeTHOH MYyCKyJaTy-
pe, B TOM UHCJIe ONPEIeNTh aKTHBHOCTh BOCHAINTED-
HBIX TporieccoB [8, 10, 11].

Jleuenne MpimewHoit auctpodunm /[lomenna.
[IpnMensieMoe B HacTosIIee BpeMsS MPOTHBOBOCHANN-
TeJbHOE JedeHne KOPTUKOCTEPONIAMH SABJSETCS «30J10-
TBIM» CTAHJApPTOM, ONHCAHHBIM B MEXKIYHAPOIHOM
PYKOBOJICTBE TIO BeJICHUIO TTAIIMEHTOB ¢ MUOANCTpodueit
[lrommenna. /[anHble panOMI3HPOBAHHBIX KOHTPOINPY-
€MBIX HCCJIEeJOBAHNI MOKAa3aJN MOJb3y KOPTHKOCTEPO-
UI0B /I BOCCTAHOBJIEHHUS MBIMIEUHON cuiabpl. Kpowme
OCHOBHOTI'O IIPOTHUBOBOCHAIUTENbHOTO apderTa (cHuma-
eT OTeK W BOCIlaJeHue, CTAGUIN3UPYET MbIIIEYHYIO
MeMOpaHy), Tepaius KOPTUKOCTEPOULAME II03BOJISAET
TAIIEeHTy MPOJINTD BPeMsI CIOCOOHOCTH K CaMOCTOSI-
TEJBHOMY TNepeaBuKenuio (xoapoe).

Kapanomnomnatiss u cepaedHas HeIOCTAaTOYHOCTD
SBJSAIOTCS OCHOBHBIME IPHYNHAMI CMEPTHOCTH Y HAIlH-
entoB ¢ M/I/I. [/lokazana ahHeKTUBHOCTh HA3HAYEHIIS
narn6utopo AIID g TpopMIAKTHKN JUIATAIHOH-
HON Kapauomuonatuu. Takske HazHAualOTCs TIperapa-
TBI, CHIDKAIOIINE YACTOTY CEpPJCYHBIX COKpAIeHHH —
Gerta-6JI0KaTOPBI, HA cTaaun KoMieHcanuu. Ha craanu
JIEKOMIIEHCAIINH PEKOMEHIYIOTCS JIOMOJHUTEJbHBIE
npenapatbl (Hampumep, KapAUOTOHUKH, MOUYETOHHbIE).
B psage caygaeB mpmMensercss MeraboindecKas Tepa-
mus: Tpemapatsl L-xkapuHuTnHHa, KoauH3mMa Q10; mma
TpoUIAKTHKN OCTEONopo3a MOKA3aHO Ha3HAUYCHHE
MpenapaToB, cojepKamux ButaMud D3 w Kagbiunii
[12, 13].

lennas, stnonaTorenermyeckas Tepanus. Llean ati-
OTPOIHOTO JIEYeHUS COCTOUT B YCTPAHEHUN MPUIHHBI
3aboseBanust — MyTaiuun B rene DMD, Gmaromapst
4YeMy BOCCTAHABJIMBACTCS CHHTE3 AucTpodnHa. B Hacto-
smee BpeMs B MHUpe 0/[00pPeHO HeCKOIbKO MPENaparos,
BOCCTAHABJINBAIONINX CHHTE3 GeJsKa.

[Mpubmusurenpuo 10-15 % MJIJ] BbI3BaHBI TOUYEU-
HBIMH MYTAI[USMH, TPUBOAAMNMH K 06pa3soBaHUIO
TPEsK/eBPEMEHHOTO CTOT-KO/I0OHA, TO €CTh IpesKeBpe-
MEHHOH OCTaHOBKe cuHTe3a Oeska aucrpoduaa. B
2020 rogy B Poccum 3aperncTpnpoBaH HepBbIi Ipemna-
par amsa  Jgedenuns Muoguctpodum [liomenHHa —
Atamypen. ATamypeH peKOMeHAyeTcsS aMOyJIaTOPHBIM
nanmenTam ¢ M/I/[ craprre 2-X JjieT, ¢ HOHCEHC-MyTa-
nueil (3aMeHa KOAOHA, KOAUPYIOUIEr0 aMUHOKUCJIOTY
Ha cTon-KojoH). [leficTBUe IpelnapaTa OCHOBAHO Ha
BOCCTAHOBJICHIM PAMKH CUNTBIBAHUSA ¥ 3KCIPECCHH
YKOPOUEHHOTO IUCTPO(PUHA, YTO CHOCOOCTBYET TIEPEX0-
ny 3i0kadectBeHHON Gopmbl M/I/I ¢ Tsoreabim dero-
TUIINYECKUM TposiBiaeHneM B M/IB — mbpreunyio auc-
Tpocduio Bekxkepa.

[TarmenTaM MOCTOSTHHO TPOBONTCS CHMITOMATIYE-
CKoe JiedeHne, HalpaBJIeHHOe Ha yIydIleHne KadecTBa
KN3HN. KpoMe TOro, peKOMEHJO0BAaHO paIlloHATbHOE
MUTaHne, coYeTaHNe MeNKaMEHTO3HBIX U (pusmoTepa-
MEeBTUYECKITX METOJIOB JIEUCHUS, HAIeJEeHHBIX Ha MOJ-
Jepskanne (PU3NYECKON aKTHBHOCTH: JedeOHas (Pu3-
KyJbTypa, Maccask, NpopUJIaKTHUECKHE PACTKKH,
IpIMeHeHNne OPTONeINYeCKUX ammaparoB. Peabmanra-
g 1 (HU3NIecKas Tepamnus COCOOHBI HAJO0JITO TPO-
JUTATD JIBUTATEIbHYIO aKTHBHOCTD GOJBHOTO.
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IIpornos 3a6oneBanus. IIpoBenenne sTnomaroreHe-
TUYECKOIl Tepannu, BHeJpeHne MyJIbTHANCITUIIIMHAPHO-
ro TOJX0/1a, PaspaboTKa 1 coOJI0/IeHne MEK/YHAPO/I-
HBIX CTaH/JAPTOB OKa3aHUS MEIMIIMHCKON ITOMOIH,
yxo/a, MPOMUIAKTHKA PA3BUTHS TIKETBIX OCTOXKHE-
HUN TO3BOJSIOT TPOJJIUTH CTAANIO (PYHKIIMOHATHHOMN
AKTUBHOCTH JleTel, YBEJIUYUTDH ITPOJOJKUTETHHOCTD
JKU3HU TIAIIIEHTOB ¢ MBITIEYHON auctpoduei /lonmenna
B MWHpe, 10 JAHHBIM PETPOCHEKTUBHOTO aHaIu3a, B
cpenneM o 27,9 mer.

KIVMHUYECKUIA CITYYAN

IIpencraBigerca kauHudeckuil ciaydail cemelinoit
muoancTpodun /lomenHa y HOBOPOXK/IEHHOTO peGeHKa
K., moaTBep>K/eHHDII B HEOHATATBHOM IEpUO/JIE.

PeGenox K. naxoauics B oTe/leHUN HATOJOIMH
nosopoxaenubix (OITH) Kys6acckoii nerckoil Kiu-
HU4YecKoil GosnpuuIbI nMenn npodeccopa I0.E. Maua-
XOBCKOTO ¢ 26.10.2021 1. mo 11.11.2021 1.

W3 amaMue3a M3BeCTHO, YTO MaJbUUK JOHOITEHHBIH,
or IX GepeMeHHOCTH y JKEHIIUHBI C OTSATOIEHHBIM
conuanbHbiM (XpOHMYECKass HUKOTHHOBAs 3aBUCH-
MOCTD, HH3Kas MPHUBEPKEHHOCTb K TEpPamuyl CBOUX
Jleteil, HeperyJisipHoe HaGJiojieHre B 1epuoji 6epeMen-
HOCTH, TO3HSASI MOCTAHOBKA HAa y4eT B SKEHCKYIO KOH-
CYJIbTAINIO) ¥ HEGJIArONPUSITHBIM COMATHYECKUM aHaAM-
HE30M: XPOHWYECKHil OPOHXUT, XPOHUYECKUIl OTHT,
XpoHmueckui mesoHedput. Bodpact marepu 33 roxa.
AKylepckuil anaMHe3 KpaliHe OTATOIeH: 4 MeJuINH-
ckux abopra, 4 poJoB, MaHHDIH pPeGEHOK OT V POJIOB.
BepemennocTs nporekana ¢ 6akTepuypueii, recTainoH-
HbIM caxapubiM aunaberom (T'CJ). OTMmeuena Mmo3aHss
SIBKa B JKEHCKYI0 KOHCYJbTAIMI0O — B 24 Hejenu, Te
Habmoganach Heperysasipo. B 29 wexenb 1o
Y 3-CKpUHUHTY JOKYMEHTHPOBAH BPOXK/IEHHBIN TTOPOK
passutus (BIIP) mouex: KucrosdHas MajibhopMallus.
IIpoBenen mepuHATATBHBIN KOHCUJINYM, TIPOTHO3 IS
3/I0POBbS TLJIOJIA OTIPe/ieJieH KaK COMHUTENbHbIH. [leTn
B ceMbe OT PasHbIX OpaxkoB. Tpoe U3 ueTBepbIX JleTeil
UMEIOT MHBAJIUAHOCTb (J€TH ¢ 3a/IepKKOil 1CHX0-Mo-
TopHOTO 1 pevesoro passutus (3TIPP), ¢ napymennem
MICUXWKU, Y OHOTO U3 JleTell TeHeTHUeCKu TOTBEPIK-
aeH  auarnos  «Mwuoanctpodua  lomennas).
[penbiayumemy peGéuky B cembe (Bosdpact 4 roma) ¢
YCTAHOBJEHHBIM  AWarno3oM  «Muoguctpodus
[liomennay», pemennem koncunuyma HUU T'enermku
r. ToMcka ObLIO PEKOMEHIOBAHO IPOBEJEHUE MaTOTe-
HeTHUecKOol Tepammu. 3 KJINHUYECKUX CHUMIITOMOB
3a00JI€BaHtsi, CO CJIOB MaMbl, MUMEIOTCS: HapylleHue
MOXOJAKW TIO THIY <«YTUHOI», HEYCTONYMBOCTL TIPU
x0/p0€, YacThle TMaJIeHns, MATbYUK HCIIBITBIBAET TPY/I-
HOCTH, KOTJa MOJHUMAETCS W3 MOJIOKEHIS JIesKa, NI
CH/IA Ha TOJy, OMHPAsCh PyKaMHU O KOJIEHHU, ONHCaHa
nceBoTUNEpTPOoPNsA UKPOHOXKHBIX MbImIl. Co cioB
Jleqallero Bpada, MaMa JlaeT Ipenaparbl peGeHKy He
peryasipuo. Oann peGEHOK B ceMbe 370poB (co cI0B
JKeHIIUHb!). TIpeHaTaibHast JUATHOCTUKA HAC/IEICTBEH-
HBIX 3a00JeBaHNIl TIpM HacToAMIeH GepeMeHHOCTH He
npoBojiniack. I'enerndeckoe o0C/e[0BAHIE KEHIUHE
JUIS BBISIBJIEHUS HOCUTEJbCTBA MyTanun B rene DMD

€/

He BbINOJIHANOCH (BeTasma Ha yuer npu JaHHOU Gepe-
MEHHOCTU TOJIbKO B 24 Hejenn).

Pompr B cpoke 40 Hemenb, camMocTosiTebHbIE. Y
HOBOPOXK/IEHHOTO OTMEUYCHBI MPU3HAKN 33/J[eP’KKU BHY-
TpuyTpobHoro passutus (3BYP) no runorpodudecko-
My THITY: CHIDKEHHE IIO/IKOXKHO-KMPOBOH KJETY4ATKH,
Typropa MATKUX TKaHel, ANCTpopUS >IHICPMUCA;
Macca tema 2970 r, gamHA Tema 52 €M, OKPYXXHOCTD
TOJOBBI 34 CM, OKPY)KHOCTb TPYAHOH KJETKH 32 CM.
Orenika mo mkane Anrap 8/9 Gajuios.

B mepmoze aganTanum Ha 3Tane PoAUIBHOTO JOMa
BUTATBbHBIX HApYIIEHUII He OTMedaaoch. B HeBposorn-
YecKOM CTaTyce TaToJOTHN He BhIABJIeHO. sKenTyxa co
BTOPBIX CYTOK >KM3HH, (DU3MOJOTHIECKAS MO YPOBHIO
6upyOuHa 1 CPOKaM ee BO3HUKHOBeHus. Tepanuu ne
TpeboBasia. PeGeHOK HaXOAMJICS HA CMENIAHHOM
BckapMauBanuu  (rumorajaktus y — Marepu).
dusnosorndeckass yObLIb MacChl Tela B Ipejerax
HOPMBI — 4,5 %. Ilpn najpramun >kuBota B HPOEKINH
IPaBOil TOYKN TIAJIBIINPOBAIOCH 06beMHOE 06pa3oBa-
uwe. Temn amypesa — 3,4 MJI/KT/d, CTYJ OTXOMWT
PeTyJISpHO.

[TapakgnHIYecKre JaHHBIE Ha 3Tale POJIIBHOTO
JloMa: YpoBeHb OuanpyOuHa B mpejenax (pusnosornde-
ckoro; (pyHKUUs 1104eKk He HapyuieHa (ypoBeHb Kpea-
TUHUHA, MOYEBUHbI B IIPEAENaX BO3PACTHON HOPMBL).
BoIsBieHB! BBICOKHME MOKa3aTesn TpaHCAMHUHA3 CO 2-X
cyrok skmsuu: ACT 460 EI/an, AJIT 160 E//in.
ONN30/1 THIOTINKEMHUN Ha 3-U CYTKU JKU3HU, 10 YPOB-
s — 2,4 MMosb/ 1. TIpoBeseHa KOPPEKIHsT THITOTJIN-
KeMUT.

[IpuBuT mpotnB BupycHoro rematuta B. Baxina-
st mpotuB tyOepkyaesa, BIDK — meaununuckuii otr-
Boa. Otoakycrimueckas smuccust (OAD) 3aperectpupo-
Bana. KpoBp pebGeHka 3abpaHa Ha HeOHATAJTbHBI
CKPUHUHT.

B OIIH mnepeBenen Ha 4 CyTKH KU3HH [T TIPOBE-
JleHnst yriyOaeHHoro o6Cc/eloBaHusl Mo TOBO/Y aHTe-
HatasbHO auarHoctupoBannoro BIIP nouek. Iloctynmn
B OT/AeJeHHE B CPEIHETSIKETIOM COCTOSHHU 3a CYET
3BYP, umetomnerocs BIIP mouexk, 6o1eBoro cuuapoma.
IIpn o6bexkTuBHOM ocMOTpe peGEeHOK B CO3HAHUM.
Peaxmrst Ha ocMotp amexBatHas. Ilosa duexcopnas,
MBIMIEYHDIH TORyC (¢usnogorndeH. Pediekcsl HOBOpO-
JKJICHHOTO BBLISBIBAIOTCSA. YMEpEHHBIE BUTATEIbHDBIE
HapyIIeHUs: CHOHTaHHBIH pedekc Mopo, ancronnde-
ckre ataku. CocaTemdbHBIN pedreKkc aKTHBHBIH, 00beM
MUTaHNA ycBanBajia. KINMHIYECKN N3MEHEeHU o CTOpo-
HBI JIbIXaTeJbHOW CHCTeMbl He HaiijeHo. [Ipu ayckysib-
TaIlMM Cep/Ila BBICAYNINBAJICA HErpyObIil CcHCTOIMYe-
CKMIl TIYyM cJeBa OT TpyAuHbl, 0e3 Hppagualiuu.
Hapymurenme puT™Ma cepAlia He PETHCTPHPOBAIOCD.
JKuBOT O6BIYHBIX pasMepoB W (DOPMBI, ¢ YMEepPEHHOI
6OJIe3HEHHOCTDBIO TIPU Trajblialnn. B npaBoM ¢uianke
JKUBOTA OIPEIENSIOCch oGbeMuoe o6pasoBanue (yBesu-
YeHHast MouKa?).

I[To Y3 u MCKT opranos O6pIONIHOIl OJOCTH
BBISABJICH MYJBTHKNCTO3 MPaBoil TMoukm. JleBas mouka
He m3MeneHa. JlabopaTtopHo (DYHKINS TOYEK He Hapy-
IeHa, JAaHHBIX 3a TedeHNe YPOPEHATbHONW WHQEKITH
He OTMevasoch: OOIHii aHaan3 Moun 6e3 BOCHAIUTENb-
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HBIX M3MEHEeHHI HeoJHOKpaTHO. Baxrepmosormdeckoe
nccJeloBaHle MOYM — pocTa (HJIOPHI He BBISABICHO.
Mounuropunr A/l — B npezenax BO3pacTHON HOPMBI.

C MoMmeHTa mocTyiviennst obpaiain Ha cebst BHU-
MaHWe BBICOKWE U B AWHAMUKE HapacTalolie MOoKa3a-
tern KDK, JI/AT, Ttpancamuaaz B OMOXUMHYECKUX
anasmzax kposu (tabua. 1). BeJkoBo-cuHTETHYECKAS,
TIPOTPOMONH-CHHTEeTHYeCKas (PYHKITNN MedeHN He Hapy-
IIEHBI, KOATyJIOTpaMMa B TIpejieIaX HOPMBL.

B kamHMYECKNX aHaaM3aX KPOBHM OTKJIOHEHWH OT
HOpMbI He BbisgBiaeHo (1abu. 2). B kpyr puddepeniu-
AJIbHOI IMATHOCTUKK ObLIM BKJIIOYEHBI CJIeYION[He
HO30JIOTUN: MHWOKAPJANT, THPO3WHEMMUS, TJINKOTCHO3
IT Tumra (Gonesup Ilomme), Bpoxaenusie HM3, B wact-
noctu, Muoanctpodusa lomenna. Kome toro, peGeHok
o6caenoBan Ha TORCH-cunapoM, cuduinc, remaTuTe
B u C. /lanHbIX 3a TedeHHe TpaHCIIAIIEHTApHOM
MHOEKINN He BBIABICHO.

PemenneM KOHCHINYMa, € y4eTOM ceMeHHOTO aHa-
MHe3a U BBISBJIEHHBIX Ja00PaTOPHBIX H3MEHEeHUH,
PeGEHKY PeleHo MPOBECTU MOJIEKYJISIPHO-TEHETHYECKOe
ob6cnenoBanne Ha Muoanctpoduio /lomenna.

Pe3ysabTaTsl WHCTPYMEHTAJNBHBIX HCCJIEJOBAHUN
BBIABIJIN TIPU3HAKY HAYAJIBHON ANIATAI[IOHHON Kapan-
OMHUOTIATHI.

Axo-KI' om 27.10.21: OTKpbITOE OBATHHOE OKHO

ro sxemnymouka (JIDK) ymosnersopurensuas. Mpakims
Bei6poca (DB) JIK mopma — 74 %. OTKpbITHIT apTe-

puanbubiii  nporoxk (OAII) we Jjouupyercs.
CokpatruresbHas ClIOCOOHOCTb MUOKAp/a yIOBICTBOPU-
terbHasi. CTBOPKM  KJallaHOB HE  M3MEHEHBI.

Perypruramusi Ha TPUKYCHUAAIBHOM KJanade I cT.

IKTI om 01.11.21: Purm cunycosorii. HCC 142 B
MuH. JaekTpudeckas och cepana (DOC) BepTukab-
Hag. 3aMmejasienne IO TPaBOH HOXKKe Mydka [mucca
(ITHTIT). TIpusnaku neperpyskn mMuokapzaa ITK.

Heupoconoepadpua (HCI') om 27.10.21:
ITaTtosorna we BbIsBIIEHA.

Y3H opeanoe oprownoii noaocmu (OBII) u
MYAbMUCRUPATLHAA KOMNbIOMEPHAST MOMOZPa-
pus (MCKT) nouex TOATBEPANIN aHTEHATATHHO
YCTAHOBJIEHHBIN MOPOK PA3BUTHS MMOYEK — MYJIBTUKIH-
CTO3 TIPABO TOYKH.

Koncyavmauuu cneyuaaucmos:

28.10. 2021. OdrampMosor: AHTHOTIATUS CETUYATKH
[0 THIIEPTOHUYECKOMY THUILY.

03.11. 2021. Xwupypr: MyJabTUKHUCTO3 TMPaBOil
moukn. OcMOTp B AWHAMUKE, B 6 MeCSIeB.

08.11.2021. HespoJor: CHHAPOM JIBUTATEILHBIX
HapyIIeHUT?

09.11.2021. Teneruk: AJSI WCKIIOUYEHUS HACTE[-
crBenHON martosgornn mokaszana JHK-amarmocruka

(O0O0). HeGonpmass anmaTtanust npaBoro keaypouka (o6HapyskeHume MyTalumm B TeHe aucTpoduHa).
(ITJK). Cokparutenbhas ciocoOHOCTb MUOKap/a jeBo-  Kapuorunuposamue.
Tabnuua 1
Pe3yanaTb| naGopaToprlx ONOXUMMNYECKUX MCCHEJJ,OBaHVII;I
Table 1
Results of laboratory biochemical studies
Jata 26.10.21 31.10.21 09.11.21
Obwwmn Genok, r/n 61,6 58,2 58,7
CPB, mr/n 10,4 6,7 8,5
MKT, Hr/Mn 0,21 0,12
KpeaTuHUH, MKMOnb /N 67 64
MoueBuHa, MMonb /n 1.9 1.9
[niokosa, Mmonb /n 5,3 4,9
BInpYOUH, 0BuUIit / MPAMOY / HenpAMOR, 199,5 /7,2 /192,3 99,1/8,4 /90,7 55,1/5,1/50
MKMOJSIb /11
IrTh, E/n 269,1 292,2 1811
AJIT, E/n 160 ot 24.10. 127,2 155,1 18,5
ACT, E/n 460 ot 24.10. 244,6 277,7 136,6
K®K, E/n 6075 6587 123
nar, e/n 2287 1370 810
VloHorpamma, MMosib /N K —=5,5; Na —142; Cl — 106,6;
Ca obwun — 2,48; P —1,89; Mg — 1,0
Tabnuua 2
PeSyﬂbTaTbl na60paToprlx KITMHN4YeCcKnx MCCHeJJ,OBaHVII;I
Table 2

Results of laboratory clinical studies

Aata HB,r/n RBC, HCT, % McCV, fL  MCH, pg WBC, 3, % n/a, % /2, % Nd,% MoH, % PLT,
%1012 /n %109 /n x109/n

26.10 209 5,92 60,9 102 35,3 16,4 2 1 52 29 16 339

os8.n 155 4,54 44,8 98,7 341 1,4 4 4 36 7 643
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11.11.2021. Kapawnonor: [lwmatanimonHas Kapawo-
muomnartus. [unatanmsa [IXK w npusHaku meperpyskn
muokapaa [I7K. Konrpoas KT nu 9XO KT B qunamu-
Ke depe3 2 HeeJI.

PesyapTaTel MOJIEKYISPHO-TEHETHYECKOH /MarHo-
CTUKN TOATBEPANIN IPEANOJOKEHINe O HaJIMuNN Y
pebenka M/I/[. Merogom MLPA or 11.11.2021 upo-
BeJIeH TIOWCK Jiesieltnii,/ iy 6iuKaruii 9Kk30H0B 1-79 rera
DMD, Myranun B KOTOPOM IPUBOJAT K MHOAUCTPOPHUT
Jliomenna,/ Bekkepa. B pesyJbrare anaimsa oGHapysKe-
Ha Jesenus 9K30H0B 48-50 rena DMD B remusurornoMm
COCTOSTHUM, TIPUBOJIATIAS K C/IBUTY PAMKH CUNTBHIBAHUSA,
YTO XapaKTepHO /IS KJINHIMYecKol (opMbl 3a6oseBa-
Hnsg — Muoguctpodun [lonenna.

Jleuenne B otraenenun. BcekapminBanue 6azoBoii
AaNTHPOBAHHON MOJIOYHON CMechlo 1o (hU3MOTI0THIe-
ckoil norpe6uoctn. Ha 5 cyTku »KusHu Hayara npodu-
JakThKa paxuta xoneraabiimdeposaom 1000 E/l x 1 pas
B CYTKH.

[Tocae mpoBegenHoro o6cef0BanNs, BepupUKAINN
jquarto3os Ha 20 jleHb JKU3HU PeGeHOK ObLT BBIMHMCAH
Ha TeAMaTpmuecKknii ydactok. Macca Tema 3640 1
(+570 r 3a 20 gweit).

K MOMeHTy BBITHCKH MaMe PEeKOMEH/I0BAHO:

- TOBTOpPHAs KOHCYJbTAIlMS TeHETHKA C yYeTOM
YCTAHOBJIEHHOTO [MArHO3a J/JII pelleHns BOIpoca O
JaTbHeNmell TaKTHKe BefeHNSA peOeHKa, Ha3HAYCHUH
ATUONATOT€HETHYECKOI, CHMITOMATHYECKOi 1 MeTao-
JINYECKON Tepaluy;

- KOHCYyJbTaIMsS XWUPYypra, koutpoab ¥Y3U OBII,
MOYeK, KOHTPOJb YPOBHS KpeaTWHMHA W MOYEBUHBI;
KOHTPOJIb KINHINYECKOTO aHAIN3a MOYH;

- KOHCYJbTAIWs KapAmosora, KoHTpoab KT,
IXO-KT, Al;

- KOHCYJbTAINSA OKYJNCTA, OCMOTP TJIa3HOTO JHA;

- KOHCYJIbTAIMsI HEBPOJIOTa, OCMOTP pebeHKa B
JIMHAMUKE;

- TPOMOKUTDH MPOPUIAKTHKY PAXUTA;

- BaKIMHAINSA M0 MHANBUAYATBHON cXeMe;

- CMeIMaHHOe BCKAapMJIMBaHUe MO (PU3NOJOTHYE-
CKOIl TOTPeOHOCTH;

[Ipennoxena connaabHO-TICUXOJOTHYECKAST TOMOIID
poauTessiM, paboTa ¢ TCUXOJOrOM, JaHbl KOOPAMHATHI
meatpa «CeMbsi» — neHTpa PamHell moMouTn ceMbe 1
JIETSIM ¢ HapYIICHUSIMH 3/I0POBbS W Pa3BUTHA.

[annbie xatamuesa ot 22.06.2022 roma, Bo3pact
pebenka 8 MecsieB. M3 rtesedonHOro pasroBopa c
MaMOil MJa/ieHIla BBIACHEHO, YTO HA JAHHBIH MOMEHT
MaJbYHK TOI3aeT N HeyBEPEHHO CTOUT Y omopbl. CeMbs
n PeGeHOK MOIYyYHJIN KOHCYJIbTATUBHO-HATHOCTHYE-
ckyio momomb Ha 6aze HUUW Teneruxku t. Tomcka.
[mnaranos «Mnogncrpodus /lionmennas MOATBEPKACH.
IMokasanuii Ha MoMeHT ocMorpa (6 MecsUeB Ku3Hu)
JUIA TIPOBEJICHUS TaToreHeTudeckoil tepanun Het. [lo
MOBO/Ly MYJBTHKNCTO3a TOYKH, Pe6EHOK MOBTOPHO He

obcienoBad, He HabmofaeTcs y Xupypra. Mama me
3aHNMaJIach 3TUM BOIIPOCOM.

OBCYXAEHUE

IIpeacrasiennblii HaMu ciyyail paHHell JUArHOCTH-
xu HM3 y HOBOpPOXKIEHHOTO pebGeHKa JeMOHCTPUPY-
€T, YTO Ba)KHO 3HaHWe KputepueB 3abosneBanuss M/I/]
(KpuTepun mepevncaeHsl Bbime). IS AMATHOCTUKE
3aboIeBaHms Mbl y4JIHM JaHHble aHaMuesa (Haamane
noareepxaeHHoro HM3 y 6pata HOBOPOMKAEHHOTO),
U3MEHEHUST B OMOXMMUYECKUX UCCIEJOBAHUSIX KPOBH
(NMoBbIIEHNE aKTUBHOCTH TPaHCAMUHA3 BHEIIEYEHOIHO-
ro remesa, sHaunMrtesbHoe nosbimenne KOK, JIJIT),
pe3yIbTaThl MHCTPyMEHTATbHBIX gaHHbIX (DXO-
KI) — manratanms [1K n npusHaku meperpyskm MUO-
kapaa IIJK, peryprutamust TpuKycnuaJbHOTO KJata-
na [ cr. BesycioBHO, Hemb3sT yTBEP:KIATL Ge3areis-
IMOHHO W OJTHO3HAYHO, YTO BBISIBJEHHDBIE M3MEHEHUS
npu DXO-KT gBasiorest KIAMHTYECKUM [1e610TOM 3200-
JIEBaHMUSA, W MOYKHO JIM WX BOOOIE OTHECTH K MUHU-
MaJbHBIM KJIWHWYecKUM mpuzHakam MJI/. Itot
BOIIPOC OCTaeTcs OTKPBITBIM. OJHAKO, /Ba TMEPBBIX
00CTOSITETHCTBA — aHAMHE3 C YCTAHOBJIEHHDBIM JAMarHO-
3oM MM/l y cubca W 3HAUNTEJbHOE TIOBBITIEHHE
aktuBHocTn dpepmentoB ACT, AJIT, KOK, JI/IT cra-
JU pPENaiolmuMi U ONpefeadiomuMn  (hakTaMu s
yrayGJIeHrsT [UarHOCTUIECKOTO MONCKA — MPOBEIEHIS
MOJIEKYJISIPHO-TEHETUYECKOr0 HCcye/loBaHus. A yxe
HA OCHOBAHWW BBISIBJIEHUSI TEHETHYECKOI MyTauu ObLT
YCTaHOBJIEH ANArHo3 « Mprteunast guctpodus /iomen-
Ha».

3AKJTIOMEHUE

3uauntesbHoe «OeCTIPUYMHHOE» MOBBINIEHNE B
kposu aktuBHOCTH ACT, AJIT, KOK, JI/IT y HoBOpO-
JKJIEHHOTO TIePBBIX JIHEN KU3HW B COUETAHWM C aHAM-
HectmueckuMu ganabiMu (cayuait M/I/] y cn6ea) momk-
HBI OBITH 005I3aTETBHBIM W OMPEEAIONNM OCHOBAaHNEM
JIUIST HA3HAYEHUST MOJIEKYJITPHO-TEHETHYECKOTO NCCIIE0-
BaHM, JaKe MPU OTCYTCTBUNM MUHUMAJIbHBIX KIMHIYE-
CKIX MPOSIBJEHWIT. JTO MO3BOJUT COKPATUTD BPEMST [T
Bepudukaiun auarioza HM3, mporpeccupyromieit
MBITIEeYHOM AucTtpodrm [lfonrenHa I KaK MOKHO PaHb-
1le Ha3HAYUTh HTUOTATOTEHETHYECKYIO TEPAIuio, OKa-
3aTh PAHHIOD MOMOIIb W YJYUITUTh KAuecTBO >KU3HU
60IbHOTO peGEeHKa U YJIEHOB €ro CeMbH.

HNudopmanus o punancupoannu u KoHQpIHKTE
HHTEPECOB
VcenetoBanme He ¥MeJO CIIOHCOPCKOI TTO/LIEPIKKH.
ABTOPBI IEKTAPUPYIOT OTCYTCTBHUE SIBHBIX M MOTEH-
IIATbHBIX KOH(MIUKTOB WHTEPECOB, CBSI3AHHBIX C
myGauKaIell HacTOSIIEeN CTaThbu.
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