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BEPEMEHHOCTb U PObl Y BOJIbHON CMTUHAJIbHOW
MbILLEYHOU ATPODUEUN (KITMHNYECKNU CITYHAN)

CnvHanbHble MbiteyHble atpodun (CMA) — rpynna 3abonesaHnin, HacneoyeMbix Mo ayTOCOMHO-PELECCMBHOMY TUMY 1 Xapak-
TEPU3YIOLLXCA AereHepaLmert KNeTok nepefHnx poros CMHHOrO Mo3ra. 3aboneBaHne NpUBOAMT K MPOrpeccupyioLLen aTpo-
hum 1 ocnabneHnto ckeneTHbIX MbllUL,. BCTpeyaloTcs cnnHanbHble MbllleydHble aTpodun ¢ Yactotor 1: 25000 YenoBek, YacTo-
Ta reTepo3nroTHOro HocuTenbCTBa coctaBnset 1 Ha 40-60 Yenosek.
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PREGNANCY AND CHILDBIRTH IN A PATIENT WITH SPINAL MUSCULAR ATROPFY (CLINICAL CASE)

Spinal muscle atrophy (SMA) is a group of diseases inherited by an autosomal recessive type and characterized by degeneration
of cells of the anterior horns of the spinal cord. The disease leads to progressive atrophy and weakening of skeletal muscles.
There are spinal muscular atrophies with a frequency of 1: 25000 people, the frequency of heterozygous carriage is 1 in

40-60 people.
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CHI/IHaJIbeIe MBIIIEYHbIE ATPOGUI — TPYIIIA HACTE-
CTBEHHBIX 3a00JeBaHUl, XapaKTepu3yIlomascs
JleTeHEePATUBHBIMU U3MEHEHUSIMUA U THOEIbI0 MOTOHE -
POHOB TIEpEHNX POTOB CIIMHHOTO MO3Ta U [[BUTATEJIb-
HBIX s7ep cTBosa Mosra [1]. Jlannas maToJorust OTHO-
CHUTCST K YHCJIY YaCTO BCTPEUAIOIINXCST HACTEICTBEHHDBIX
3a00J1€BaHMil [IEHTPATbHON HEPBHOII cucteMbl. MosKeT
Pa3BUBATLCSA B PA3JMUHBIE BO3PACTHO-OMOJIOTHUECKHUE
HepPHO/IbI J)KU3HU, UMEET CBOM KJIMHUYECKHE O0COGEHHO-
CTH, Pa3JINYHbIE TUIIBI HACJE0OBAHMS U XapaKTep Teve-
s [1, 2].

B kinHuMKe Npeo6JaaloT CUMMETPUYHbIE BsJIble
mape3bl MPOKCUMAJIbHBIX OTAEJI0B BEPXHUX W HUKHUX
KOHEYHOCTel, TysoBuia. Hapsiiy ¢ TUIMYHBIME CHM-
NTOMaMH, TaKUMH KaK aTOHMS, apedJeKcus, aTpodus
MBI, HaOMoAA0TCsT GUOPUILISIPHbIE U (DACIIUKYJISIP-
Hble NOoJAepruBaHusi. UyBCTBUTEIbHbIE HAPYIIEHUS
MPaKTUYECKN BCeT/a OTCYTCTBYIOT [1-3].

Hauamo 3a6oseBaHmsA MeJIeHHOE, IOCTEIEHHOE,
nporpeccupyiomniee. Croco6CTBYIOT Pa3BUTHIO GOTIE3HI
nH(EeKIMOHHbIE TPOIecChl W TpaBMbl. [IpomoJ-
JKUTEJTBHOCTD JKU3HU MAI[HEHTOB 3aBUCUT OT (DOPMBI 3a-
6osteBanusi. /[MarHo3 MOATBEPIKIAAETCS JAHHDIMU Mar-
HUTHO-PE30HAHCHON TOMOrpadun, 2JeKTpoHeipoMuo-
rpadun 1 MOJIEKYJISIPHO-TEHETHYECKIME NCC/IeJ0BAHN-
amu [3, 4].

B 1891 r. cnuHambHyio MBIIEYHYIO aTpopuio y
nereii Brepsoie ommcan G. Werdnig, a B 1893 r.
J. Hoffman o6ocHOBaI HO30JIOTHYECKYIO CAMOCTOSITEb-
HOCTDb 3a00JIeBaHNs, KOTOpPOe MOTY4YHJO HasBaHUE IO
UMeHn y49eHbIx [1].

Boaesns Bepauura-Toddmana, tum [ — cunraer-
cst KpaitHe HeGmaronpusiTHON (opMoit 3a60/1eBaAHUS.
[Tatosornuecknit mpoiecc MPOABIAETCS B TeUCHUE
mepBBIX 6 MecsteB ku3nn. [locTenenno HapymaeTcs
MOTOpPHOE pa3BUTHE peGeHKa, BOZHUKAIOT ITPOOTEMBbI
C cocaHmeM, TJIoOTaHMeM U gbixanumeMm [1, 2, 14].

B nacrosmee BpeMs uaeHTUGUITIPOBAHO OKOJO
JBAJIATH TEHETUYECKUX MOAN(PUKAINN CITUHAIBHOM
MBITIETHOH aTpoduu, XapaKTepU3yOIUXCs Pa3amd-
HBIM BO3PACTHBIM MEPUOJIOM MaHU(eCTAIINN U CTeTe-
HBIO TSKECTW KJINHUYECKUX mposgBiaenuii. Ham-
6oJIblllee KOJHMYECTBO TEHETHYECKUX BAPUAHTOB
HacjJeayeTcss MO ayTOCOMHO-PEIeCCUBHOMY THITY.
lTenetnueckuii nedeKT BLIABIEH HA JAJTUHHOM ILjTede
MSATOW XPOMOCOMBI. BaskHYyI0 pOJib B Pa3BUTHU CITH-
HaJIbHOH MBIMIEYHON aTpouy U3 TEHOB MATOH XPo-
MOcoMbI, BeposATHee Bcero, urpaer SMN (Survival
Motor Neuron) — «reH BBIKHBAEMOCTH MOTOHEHPO-
HOB». ¥ TakuX GOJIbHBIX OH MOJHOCTHIO MU YaCTUU-
HO OTCYTCTBYeT Ha 006euX MATBIX XPOMOCOMAaX

[5, 6].
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CITYHAW 13 MPAKTUKM

Tax>ke BBIJEJSIOT 1Ba OYCHD PEIKO BCTPEUATONTIXCS
BapHaHTa — 3TO BPO’K/JEHHAS CHIHAJbHAS MBIMICUHAST
aTpodus ¢ TOHTOIepeGeIAPHOI THITONIas3nell 1 mapa-
JmaoM auadparMbl, 06yCJI0BACHHbIE MYTAITISIMA B TeHe
VRKI u IGHMBP2 coorserctBenno [7-9].

Ommcan X-CIeNJeHHBIH PelecCHBHBIN BapuUaHT
3a00J1€BaHMsl C BPOJKJEHHBIM apTPOTPUIITIO30M, MTPUYH-
HOIi KoToporo sBJsorcst mytanuu B reie UBE1 u ayro-
COMHO-JIOMIHAHTHBIN BapWaHT HeNpoTrpeccupyomniei
CIMHAJIBHON MBIIIEYHOH aTpodun ¢ IPenMyIIecTBeH-
HBIM TTOPJKEHIEM HIDKHUX KOHEYHOCTEH, 06yCIOBICH-
uprii MmyTarusmMun B reie TRPV [10-12].

BosnnknoBenne KINMHIYECKUX TIPOSIBJICHUI 3a60J1e-
BanusA o6ycyaoBieHo gepunntoM 6enxa SMN, Biansmo-
1ero Ha paboTy MOTOHEHPOHOB MEPEJHUX POTOB CIHH-
Horo Mosra. [lepunnt mganmHoro 6eiaKa BHepBbIe OBLT
oTkpoIT B 1995 romxy [13].

B pesyabrate nporpeccupyionieii jerenepanyuii u
ruGesin JIBUTATEIbHBIX KJETOK HepeHIX POroB CIHH-
HOTO MO3Ta U TIOPKEHU S[ep CTBOJIA MO3Ta, KOJmde-
CTBO KJETOK ITOCTOSHHO YMEHDBIIAEeTCS W 3aMeIIaeTCs
COeIMHUTEIBHON TKaHbIO. ITO 06DBACHSAETCS edeKToM
nporpaMMupyeMoit kiaetounoii ruGesn. Ilpu mmurens-
HOM TedeHUM 3a00JIeBAaHUSI HMeeT MeCTO KapTHHA
HEBPOTEHHOH, My4KoBoii arpodun [1, 3, 6].

PE3YJIbTATbI N OBCY>XXAEHUE

B okta6pe 2019 roga mammentka H., 20 mer, 6pu-
rajioil CKOPOi MeUITUHCKOM TTOMOIIH ObLTa TOCTAaBIEHA
B TIpreMHOe oT/esienrie KeMepoBCKOil 06JAaCTHON KJTH-
HIYeCKON GOJBHUIIBI € JKAT06aMI Ha CXBAaTKOOOpA3HbIe
00/ B HIDKHUX OT/€JIaX KIBOTA.

W3 amamuesa: 6epeMeHHOCTL mepBas. B skeHckoit
KOHCYJIbTAIINN TAIMEHTKA HAGJIIOATACh PETYJASIPHO C
13 megenp recranuu. B cBsI3m ¢ HammumeM coMaTmde-
ckoil marosmorun (Jerckad cHuHaIbHAs MblIIeYHAsS
atpodust 1 tnma (Bepaunra-Toddmana), cnuHanbHast
amoTpodus TeHepaan30BaHHAs CTAAMS, KOHTPAKTYPbHI
KOJIEHHBIX, Ta300€[[PEHHBIX U TOJEHOCTOITHBIX CyCTa-
BOB), B cpoKe 14 Hejenp GepeMeHHOCTH GbLT IPOBEIEH
COMATHYECKUI TIPEeHATATbHBIN KOHCUINYM. 3aKJII0YeHne:
Ha ocHoBannu npukasa Ne 736 M3 u CP P® a6couior-
HBIX TPOTUBONIOKA3AHUN /IS BHIHANIMBAHIS GepeMeH-
Hoct Her. IlaleHTKa HACTAWBAET HA MPOJIOHTHPOBA-

HuKM GePEMEHHOCTH, OTHOCHUTCSI K TPYIIe BbICOKOTO
pHCKa TI0 PasBUTHIO TIPEXK/IEBPEMEHHBIX POJIOB, TPaB-
MaTH3aluu 10712 U TMepHHATAIbHOH TOTepH.

Bepemennoctsb nporekana Ha (oHe anemuu Gepe-
Mennoit. B 20 megenb rectanun ObLIN BLISBJICHBI YJIb-
TPa3BYKOBBIE MapKepbl XPOMOCOMHBIX aHOMAJHi:
YMEeHBITIEeHIe JUTHHBI HOCOBBIX KOCTei, KICTBI COCYIH-
CTBIX CIIETeHNUil rooBHOTO Mo3ra. IIpuGaska B Bece 3a
6epeMentoctb cocraBuaa 10 kr.

WMusamup I rpynnel. B Bo3pacre Tpex Jer Biepsble
JMMATHOCTUPOBAHA [ETCKas CIHHAJbHAS aMHOTPOMUL
Bepnnura-Todpdmana. Bepemennocts mHacTymmia Ha
(one renepansnmzoBaHHONW cTagun  3a60JEBAHUS.
[TarmmenTka He ctont u He XoauT. B 2018 1. omeparns-
HOE BMEIIATeIbCTBO IO TOBOAY THTPOMBI MPaBOil K-
ctu. CrpajaeT HHKOTHHOBOH  3aBHCHMOCTBHIO.
TFemoTrpancdysnoHHBIN U aJIeproJOTHIecKuii aHaMHe3
He OTSTOIIEH.

[Ipn moctymennn o61iee COCTOSTHIE yAOBIETBOPH-
TesbHoe. KosKHble MOKPOBBI YHCTbIE, OOBIYHON OKPACKH
n BraxkHoctu. OTekoB HeT. B Jerknx ApIxaHme Be3u-
KyJIIpHOE, XPUIIOB HeT. TOHBI cep/Ia sCHbIe, PUTMIY-
Hble, TyJAbC 78 ym/MuH. S3bIK UHCTHIH, BIAKHDIA.
JKuBor yBenmdyen 3a cuer GepeMeHHOW MaTKH, IIPH
MaJIbIIaliy MATKKI, 6e300/1e3HeHHbBII BO BCEX OT/leIax.
CHUMOTOM TIOKOJTAYMBAHUSA OTPHUIATEJILHBI ¢ 06emx
cropoH. Mouenciryckanue cBo6ojiHoe, 6e3601e3HEHHOE.
Ctya B HOpMe.

[Ipn wmcciaenoBaHUM JIOKAJLHOTO CTaTyca: MaTKa
yBeJIn4eHa COOTBETCTBEHHO CPOKY TeCTAIlNH, MPaBUIb-
HOI OBOWIHOMN (POPMBI, € YETKIMN POBHBIMHU KOHTYpa-
MH, B HOPMAJbHOM TOHycCe, Ha MaJbMAIi0 He BO30Y-
nmMa, Gesz6osiestentasi. [losoxenue maoa mpoaoibHOE,
rOJIOBKA IpHKaTa Ko BXOLY B MaJiblii Ta3. Cep/iebnenne
IJI0Ja TIPUTJIYIIEHHOe, PUTMHYHOE C YacTOTOH [0
140 yu/vun. Ilpu BIaraauiHOM WCCIETOBAHUN HAa-
THOCTHPOBaHa 3pesas Ieifka MaTKI.

Bour BhIcTaB/ICH AMATHO3:

Ocnosnotui: bepemenroctsb 35 nezenb. Havano mep-
BOTO TepHo/a MPEXAEBPEMEHHBIX POIOB.

Ocnosxknenuss ocnogHozo: XpoHUIecKas TIalleHTap-
Hasg HEJOCTATOYHOCTh. XPOHMYECKAs THIOKCHS IIOAA.
W3socencubummsanust o cucreme ABO.

Conymcmeyrouui: JleTckas cnuHagbHas MBbIIIEY-
nag arpodusa, I tun (Bepauura-Toddmana).
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CrunasnbHast aMHOTPOMUSI TeHEPATN30BAaHHAS CTAMS.
Terpamape3 B BepXHUX KOHEYHOCTSX 3-4 Oaia, B
HIDKHUX KOHEYHOCTSX 2 Gasma. KoHTpakTypbl Tazobe-
JIPEHHBIX, KOJEHHBIX M TOJEHOCTOIHBIX CYCTaBOB.
TmazogBuraTebHbIE HAPYIIEHNS. DCCEHITNATBHBIN Tpe-
MOp PYK.

IIpu mocTyIIeHnn Ha3HAYEHO KINHUKO-OHOXIMIYe-
cKoe 0o6Cye[oBaHNe, BKIIOYAsT UCCAe0BaHUs (DYHKIU-
OHAJIBHOTO COCTOSIHUST TLIOAA. Y YUTHIBAasl HAJIMYUE
HEBPOJIOTHYECKOIT TIATOJIOTHH, PEIIEHO POOPA3PEIIUTDH
MAIMEHTKY MyTeM OMepaliil KeCapeBO CeYeHue B IKC-
TPEHHOM TIOPSIJIKE.

3a TOJIOBKY M3BJI€UeH SKUBOH, HeJOHOIIEHHBIH TLI0.T
JKeHCKOro moJta, Maccoit 2300 r, ganHoit 47 ¢M, ¢ OIeH-
Koit 1o mkase Anrap 6,7 6autos. VHTpaomnepanmnonto
6e3 ocoOennocreii. OOIasi KpPOBOIOTEPST COCTABUJIA
500 M.

IlocaeonepalinOHHbBIN MArHO3:

Ocnoenou: IlpexaeBpeMeHHBIE OTIePATHBHBIC POJIBI
B Ccpoke 35 HeJesab 6epeMeHHOCTH.

Ocnoxnenue: XpoHWYecKas IIalleHTapHAs HEl0-
CTaTOYHOCTb. XPOHUYECKAs] THUMIOKCUS  IJIOJA.
N3ocencubumuzainus mo ABO.

Conymcmeyrouui: JleTckas cnivHagbHas MBbITIEY-
nas arpodus, I rtun (Bepguura-Toddmana).
Crunasnbaast aMuOTPOdUSI TeHEPATN30BaHHAS CTAIMS.
Terpamape3 B BepXHUX KOHEYHOCTSX 3-4 Oaia, B
HIDKHUX KOHEYHOCTSX 2 Gasma. KoHTpakTypbl Tazobe-
JIDEHHBIX, KOJEHHBIX W TOJEHOCTOIHBIX CYCTaBOB.
TmazogBuraTebHbIEe HAPYIIEHHS. DCCEHITNATBHbBIN Tpe-
MOp PYK.

Onepayuu: IKCTpeHHAS HIDKHECPEJMHHAS Janapo-
tomusi. KecapeBo ceuenne mo I'ycakoBy. OTH.

Teuenne MoOCAEONEPANMOHHOTO HIepHo/ia 6e3 0CI0K-
Henunii. Ha narpie cyTKM manmeHTKa BbIIUCAHA JOMOI

6e3 pebenka. PeGeHOK B TeueHne CyTOK HAXO/MJICS B
OT/IEJIEHUU aHECTe3MOJIOTHI-peannManuu. B Bo3pacre
1 cyTku ObLT MIEepeBe/ieH B OT/IEJIEHIE TTaTOJOTHH HOBO-
POKJIEHHDIX C JHATHO30M:

Ocnoenoti: PecnmpaTopHBIN AHCTpecc-CHHIPOM
HOBOPOKIEHHOTO.

Conymcemsyiowui: TlepnHaTasbHoe THTIOKCUIECKOE
nmemndeckoe nopakenne [THC 2 cremenu, ocTpbiit
nepron. CHHAPOM BEreTaTHBHO-BUCIEPATBHON IuC-
¢ynxrmm. Tpansutopnas mmemns muokapaa. HKO.
MaJtble aHOMAJIMH PA3BUTUSI CEP/IA: OTKPBITOE OBAJIb-
HOE OKHO, aHOMAJbHBIE XOP/bI JIEBOTO JKEJyT0UYKA.
Kenryxa wuemonomeHnoro. Iluenoskrasust ciesa.
Buytpuyrpobuast uH@EKIUS ¢ MOpaskeHHeM MOYeK:
UHOEKIST MOYEBBIBOISIINX TTyTEN.

Donoswvui: HeoHOMEHHOCTD 35 HETeb.

Teuenne paHHETroO U MO3HETO HEOHATAIHHOTO TIEPHU-
oma Ge3 ocobenHocTell. PeGeHOK BBIMUCAH B BO3pacTe
21 cyTKU B yIOBJIETBOPUTEIBHOM COCTOSTHUH.

3AKJTIOMEHUE

TakuM o6pa3oM, MaHHBIN KJIMHUYECKUN CIydail
MOKa3aJ, 4YTO JKEHIIMHA, CTpajalolias TAXKeIbIM
HaCJIeJICTBEHHBIM JleTeHePaTUBHBIM 3a00JeBaHNEM,
crmoco6Ha BBIHOCUTD O€PEMEHHOCTh U POAUTH OTHO-
CUTEJIbHO 3JI0POBOTO C T€HETUYECKOI TOYKM 3peHUd
pebeHKa.

NHdopmauma o puHaHCMpPOBaAHUM U KOHPAUKTE

MHTEpecoB

MccnepoBaHne He MMeNo CNOHCOPCKOMN NOAAEPKKM.

ABTOpPbI AEKNAPUPYIOT OTCYTCTBME ABHbIX U MOTEHLLU-
aNbHbIX KOHONMKTOB MHTEPECOB, CBA3AHHbIX C NybMKa-
LMen HacToALLeN CTaTby.
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