. OIBY «HaynoHanbHbI MeOULLMHCKNIA
nccnenoBaTefibCKUN LEHTP MMEHN

B. A. AnmasoBa» MunH3gpaBsa Poccuu

KJIMHU4YEeCKUM ciiydyau 2

HOJAI'OTOBUJIA:
KJIMHUYECKWM OPJIUHATOP 2 TOJIA TI0 HEOHATOJIOI' M HMUI] VIM. B.A. ATIMA30BA
KYKOYKHNHA NPMHA BAYECJIIABOBHA

KYPATOP:
BPAY-HEBPOJIOI" ®I'bY «HMUL] UM. B.A. AJIMA30BA» MP, YJIEH EPNS, YJIEH BPNA
MAMAEBA EKATEPUHA AJIEKCAH/IPOBHA




AHaMHe3 MaTepu:

Bospacr: 36 ner

AKYyHIepPCKUI aHAMHE3:

Pebenok oT 5 6epeMeHHOCTH:

1) 2004r.- MeAMKaMEHTO3HBII a0O0PT,

2) 2012 r.- cpounbie posl, 2800/50 cm. Habmogaeres y HeBpoiora ¢ 3[TPP.
3) 2015 r.- nepa3BuBmIascsa bepeMeHHOCTh B 11 Hemeas ¢ BIIM,

4) 2020 r.- npe:kaeBpeMeHHbIE POJbI B 32 Heled, MAJIbYMK yMep uyepe3 5 yacos [IMB?.

CoMaTHYeCKH aHAMHE3:

Tpanzutopuas CA-6nokana 2ct?
HoToHHYecKasi fucTpodus 1 Tumna, accounnpoBannas ¢ myranuen B rene DMPK, B3pocias ¢popma, ¢ MUOTOHHYECKUM
€HOMEHOM, yMepeHHOH A1 Py3HON rUnoTpodueit CKeJIeTHON M CKﬁHﬂf/f'pr (IMarHocTHpOBaH 3a 2 rojia A0 POAOB).
HEMUS JIETKOU CTENEHU. XPOHUYECKUM TOH3WIIUT, pemuccud. J[JI311. Muonusa cpeanent crenenn. Muonuyeckuii
ACTUTMATHU3M.



Teuenue Tekyuer OepeMEeHHOCTH

»,

*IcTMuKO-1IepBUKaIbHAS HEAOCTAaTOYHCTh.(APII).
*MHuoroBoaue. AMHHUOPETYKIIHS

*AHanu3 okoJIomIoaHbIX BoJ HAa BY MU -oTpuniarensHbiii. Cocko0 u3
nepBUKaabHOrO KaHama - Mycoplasma genitalium, Neisseria gonorrhoeae,
Chlamydia trachomatis, Trichomonas vaginalis orpunareabHble.

*Y3U mioaa: 1BYXCTOPOHHAA YMEPEHHAs! BEHTPUKYJIOMEr ajIus.
Maxkpouedaiaus.



Ilepuoa poaoB U nNepBUYHAA PEAHUMAIIUAA

JIoHOIIEeHHBIN MAJIBLYHK A.

I'ectanmonublii Bo3pact: 37 1/7 Hex

OcaoxHenne B pogax: AOCOTIOTHO KOPOTKasi MylOBHUHA

IlepBu4HbIil UArHo3: Achukcus B

pOJIax TSKEIOU CTEIICHU

Ouenka no mkaje Anrap 3/5 6amion
Macca tena : 2580 rp. Jlnmnaa Tena: 48 cm |

OKpyKHOCTB TOJIOBHI : 37 cM

OKpyXHOCTb TPy : 27 cM
Mpu poxageHun KOC: Ph 7,1 eq. BE -13

PeaHI/IMaI[I/Iﬂ mmonb/n. Glu 4,0 mmonb/n. Lac 4,1
MMonb/n. HeT nokasaHuin 4nsa npoBefeHus
IIpu poxnenun: ATOHUS, 6&CYTCTBUE AbIXaHUS, [IMAHO3 ~ P
~
Takruka: BUBJI mackou  MHTyOanms tpaxeu Ha 2 MUHYTE ca"Hauus Tb/]

(CKyZHOE oTHensIeMoe)  YcTraHOBKa 30HAA TpaHcroptupoBka B OPUTH na UBJI



deHOTHIT M KJIMHUKA B OCTPOM nepuoae (1 cyrkm)

Kpanunodauuaabubie 1u3mMopduu

* Jlomuxonedanusi, OuTeMIopaibHbIE CYyKCHUS.

* Mukporuarus

*"TenToBUIHBIA" (PBIONI) POT PecnnupaTtopHublii craryc: MBJI
* Makpoxkpanus

* Hu3K0pacmoJsioy)KeHHbIE YIIHbIE PAKOBUHBI

* DKBUHO-BapyCHAasi yCTAaHOBKA CTOII C 2X CTOPOH.

HeBpoJoruueckuu craryc:

*Vruerenne [ITHC (conmop/koma) - MeauKaMeHTO3Has cenais cubazoHoM 0,1 Mr/kr/4ac, oTMeHa. ff

&

* CnoHTaHHasA ABHUI'aTCJIbHAA aKTHUBHOCTb PC3KO CHMIKCHA

.;”s R TR
ApxuB Mawmaesa E.A., 2025

* CyXOXXuJbHbIE pe(IIEKChl PE3KO CHUKEHBI ®0TO MpenoCcTaBICHBI C COTJIACHS
3aKOHHBIX MPEJICTABUTEIICH MaIMeHTA.

* lucddy3Has MplieyHast TMIIOTOHUS — '"103a JISATYIIKH"




JInarHocTuka( 00beAUHUTDH AUATHOCTUKY)

JlaHHBIC HTHCTPYMEHTAJILHBIX 1 JIJAOOPATOPHBIX UCCIICAOBAHUM

HelipocoHorpadus

Pesyabrar:

Nurepnperamus:

Rg-rpadms OI'K PesyJabrar:

\

Nurepunperamus .

HeoKK1H031OHHAasA TETPABEHTPUKYIISIPHAS
BCHTPHUKYJIOAWIATALINS, IEPUBCHTPUKYIIPHBIC H3MCHCHUS,
TJIAO03.

Heokxkiro3nonHas ruaporedanus. [ mmokcumuecku-

uieMuueckoe nmopaxenue? Ilpssmoe BIusHIE TeHETHYECKOTO
nedeKxTa Ha pa3BUTHE MO3ra.

ATenekTas, CHUKEHUE TPO3PAYHOCTH, KapAUOMET AU

[Ipr3HaKy TUTIOBEHTUJIALIMK U BO3MOKHOTI'O JISTOYHOTO Ccepiiia
Ha oHE CJIA0OCTH JbIXaTEIIbHON MYCKYJIATYPHl.



J/Ilmarmocruka

JlaHHBIC HHCTPYMEHTAJILHBIX 1 JIJA0OPATOPHBIX UCCIICAOBAHUM

IIpn3Haku uHTE CTULIUAJIBHOT'O JICTOYHOI'O CUHApPpOMa
Pesyabrar: P P POME,

V3U j1erkmx KOHCOJIMJAIIIH.

\ PenuanBupyonye MEKPOACcIIMpali, cnadocThb

Nurepnperamus:
JIBIXATEIbHBIX MBIIIIII,

Obuwas dpakumsa KOK: 177 => 150,9 => 183,9 ea/n.



AHaMHe3 MaTepH

ComMaTnyecKkuii aHaAMHe3:

Muotonndeckast nuctpodus 1 Tuna, accouuupoBanHas ¢ myTtanuei B rene DMPK,
B3pocias popma, C MUOTOHUYECKUM (PEHOMEHOM, YMEpEHHOU MU (dy3HON runorpoduei
CKEJIETHOU MYCKYJIATYPHL.

Ocob0ennocTu (peHOTHIIA:

ATpo(dus BUCOUHBIX U KE€BATEIbHBIX MBIIIII]

MMWOTOHMUYECKMIA CME3M NPU Pa3HUMaHWU NanbLEs PyK (beHomeH

+ MHOTOHHYECKHE (PEHOMEHBI e S———
°©  (DeHOMEH PYKOMOXKaTusl,
°  (heHOMEH «pa3orpeBa» B PEUHU.

ApxuB Mawmaena E.A., 2025

®doto IpeaoCTaBJICHbI C COTJIaCusd

Karpati G. Description of muscle disease — general aspects. In: Hilton- MaTepu
Jones D, Bushby K, Griggs RC, eds. Disorders of Voluntary Muscle.
Cambridge University Press; 2010:183-204.



JImarHocruka

Y1o cnepyet noao3pesBaTth Y TAKOro naumneHTa?

MoJieKyJIIpHO-TEHEeTHYeCKOe TECTUPOBaHue 777
OnpeaeseHne SKCMAHCUU TPUHYKJICOTHIHBIX MOBTOPOB B reHe DMPK

Pe3vibrar:
Brersineno >150 CTG-nmoBTopoB B rene DMPK.

HNHuTepnperanusi:

[ToaTBep:kaaeT AMarHo3 TSKeJIOM HeoHaTaaIbHONM (POPMbI MUOTOHUYECKOM
auctpodun 1tuna (ILlteitnepa). ¥ Mambl K1accudeckas B3pocias gpopMma,
MTO3IHAS IMarHOCTHKA.




JinppepeHIMATBLHBIA IUATHO3

1. Tunokcuyecku-uneMudeckas dHieharonaTus
(I'MD) Tsxenon crenenu: IlepBoHadanbHBIN JHATHOS.

Otanyue: Hannuue cnenunduryeckoro heHoTuna u
ruapouedainm, a Tak)ke aHaMHE3 MaTepH.

3. BpoxaeHHbie MbiliedHbie qucTpoduu (Mepo3uH-
HETaTUBHBIC):

OTtauyue: maToreHHbie BapuaHThl B rene LAMAZ,
noBbitieHne ypoBHas KOK > 10 N

2. BpoxneHHble MUOTIATUM (HEMAJIMHOBAS, IIEHTPAJIBHO-
cTeprHeBas): BolpaskeHHasi THIIOTOHUS.

Ot1nuume: OTCYTCTBUE XapaKTEPHOIO JIMIIEBOTO (peHOTHIIA

Y BEHTPUKYJIOMETAIINH.

4. BuytpuytpoOHas undekius (TORCH-kommiekc):
MoxeT 1aBaTh BEHTPUKYJIOMETAINIO U
renaToCIIeHOMETAIHIO.

Ot1anuyue: OTpULATENBHBIE CEPOJTOTUUECKHUE TECTHI Y

Martepu U peOeHKa.




JImHAaMH KA COCTOSTHUSA

HeBpoJioruueckmii craryc: coxpansercsa nud@y3Hast MbIIIeyHas TUITIOTOHUS, KOHTPAKTYPbI KPYITHBIX
CyCTaBOB.

JIbixanme: 24 cytku xu3Hu — riepeBoa Ha HUBJI Heycnenina (auugo3 ,y4acThe BCIIOMOTaTelIbHOM
MYCKYJIATYphl B aKT€ JbIXaHUS).

HUBJI NBJI

IIepeBoa Ha camocToATENbHOE AbIXxaHue B 4 Mecsua. J{nurenpHas O2 3aBUCUMOCTD

IIuTanue: [10JHOCTHIO 30H10BOE. DNHU30/IbI FACTPOCTAa3a, CPphIrMBaHui. => YacTu4yHO 3(PhEeKTUBHOE
COCaHHUE MOSBUJIIOCH K 4 MecsIaM

BecoBble nmpubaBKku ONTUMAaNIbHBIE.



BeInnucka B 5 mecs1eB

[lonoxurenrHass TMHAMUKA;

e  (CaMOCTOSTEIILHOE NbIXaHUE.
e (CaMOCTOATEIbHOE MMUTAaHUE U3 POXKKA

* VBeanmuenue odbemMa AHTUT'PABUTALIMOHHbIX HBH)KCHHﬁ, CHHIKCHHUC BbBIPAKCHHOCTHU KOHTPAKTYP, 3PUTCIILHOC
COCPCAOTOUCHHUC

CoxpaHSouUecs: IPOOIECMBI:

e Jlebunut kpynHoit Motopuku: roinoBy HE yaepxkuBaet, HE nepeBopaunBaeTcsi CO CIUHBI HA )KUBOT

* MakpokpaHusi, cTabWIbHOE T€YEHUE Tuapoledanuu

- Brpimucas: [Tox HaOmMrOACHKE TIeaMaTpa ¢ HOAPOOHBIM IIAHOM JadbHEHIIIErO BeICHUS.



MyabTHANCHUIVIMHAPHBINA MMOAXO0/ K
Be/JICHUIO

J Pecnnupatopuasi mogaep:kka: [[poTokoybl peciupaTopHOTO OTIYYSHUS, TPO]HIIakTHKA
aTeJICKTa30B U THEBMOHUH (ITyJIbMHKOPT).

d HyrputuBHas moaaep:kka: 30HI0BO¢C MUTaHUE, TOI00P CICIHATN3HPOBAHHBIX CMECEH,
KOHTPOJIb 32 TACTPOCTA30M.

d HaobarwaeHune HeBpoJOra
J Peabunuranus: Pannee nauano JIOK, maccaka, puznorepanuu 11t TpoPUIaKTHKA KOHTPAKTYP

1 aedhopmManuii.

d MonuTtopuHr ocjoxxkneHuii: HCI'-koaTpoms ruaponedannn, ocMoTp odpTransmonora, 9xoKI
(pUCK KapAMOMHMOIIATHH).



[1pOrHoO3




B aHamHe3e — cmepTb cubca 8 HEOHATaNbHOM
nepuoge (A0 YCTaHOBNEHMA KEHLWMHE ANarHo3a
Knaccuueckown sspocnon popmel MA1 Tuna)!

HeoHaranbHasa popma Oetckan dopma

Apxue Mamaesa A, 2025
DoT0 NPEAOCTABNOHY C COMICHA JFKOHHHIX NPEACTABUTENSH NAUMEHT],




bJiarogapro 3a BHUMaHue

"




