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BEPEMEHHOCTb U POAbl Y BONbHOW §
CNMUHANBHOW MbILLEYHOW ATPODUEN

B [IIpeacrasiaeHo onucanue
DepeMEHHOCTH W POJ0B Y HHBAIHAA

I rpynnbi, cTpasamoumieil reHeTHYecKH
NOATBEPAICHHOH CIMHAIBLHOH MbIIEYHOM
arpopuein 11 tuna (CMA 11 Tuna).
Puck poxaenns pedenka co CMA
coctasasier meHee 0,5%. BepemennocTh
NpoTeKana 0e3 cepbe3HbIX 0CI0KHEeHHil,
ponopa3spelieHte NPoBeIeHo onepaumei
KecapeBa CeueHHs. YuMTbIBas
BbIPAKEHHYI0 aTPOUI0 MbILIEYHONH
CHCTEMbI NMPH AHECTE3HOJOTHYECKOM
nocoduH ObLIN HCKITI0YEHbI
muopenakcanTel. M3Bneyen naon
MYKCKOro moJjia ¢ Maccoil teaa 1900 r
u mHoi 40 oM, oueHKa no wkajse Anrap
7/7 6annoe, He3 reHeTHUECKON
natojorun. ITocae ponos ObLIH
NIPHBJIEYEHbl FOCYAAPCTBEHHbIE
COUMA/bHBIE W 0DIEeCTBEHHbIE
OPraHW3aUMK L1 NOMOLIH MO YXOIY

32 HOBOPOMKIEHHBIM.

B Kwouessie ciosa: cnivHaibHas
MblleYHas aTpodus; GepeMeHHOCTb
H PpOIbI. KECAPEBO CEYEHME;
KOCOCMELIEHHBIH Ta3

B anpene 2004 rosma B KJIMHUKY akylliepcTBa M T'MHEKOJIOTUU
CI16I'MY wum. axkan. W.I1. TlaBioBa npu cpoke OepeMEHHOCTH
34/35 Henenb nocrynuina O.A.H. 1971 r.p., unaBanua | rpynmsi.
M3 aHamHe3a MU3BECTHO: POAMTE/N NMALUMEHTKHU NMPAKTUYECKH 310po-
Bol. o 1,5 netr GonbHas pa3BMBajach COOTBETCTBEHHO BO3pacTy.
B nanbHeilem oTMedeHa nporpeccupytollas ¢jiabocts B 00erX HO-
rax, NnosiBUJIMChH MPU3HAKHM aTpOo(UU MBILIL KOHEYHOCTEH M CITUHBL
3abosieBaHME METIEHHO MPOrpecCUpoOBaio, K K 2-X JIETHEMY BO3pac-
Ty MalMeHTKa yTpaTuja CloCOOHOCTh XOAWTh, HO MOIJIA COXPaHATh
cuasyee nojoxeHne. MHOroKpaTHO Obuta rOCMUTAIM3UPOBAHA B pas-
JuYHble neTckue 0oabHUUBL. B 15-71€THEM BO3pacTe OKOHYATEIBHO
MOCTABNEH AMATHO3 CMUHAIBHOW MblleuHoi atpoduu 11 Tumna.

CrninHanbHble MblleuHblie atpohun (CMA) oTHOCSTCSI K TPYIINE 3a-
0oJIeBaHMI, HAC/IEAYEMBIX TIPEMMYLLECTBEHHO 110 ayTOCOMHO-PELIECCHB-
HOMY THUITY M XapaKTepHU3YIOLLUMXCS JercHepalueil KJIeTOK MepeaHmx
POTroB CIMHHOIO MO3ra. 3abo/eBaHue NMPUBOANUT K MPOrpeccupylolei
aTpo(My CKeJETHbIX MBI M MX HEYKJIOHHOMY ocsiabnenunio. Berpe-
yatotcs CMA ¢ yvacroroit 1:25000 yenosek [1]. YacTtoTa rerepo3uror-
HOro HocuTesbeTBa paBHa | Ha 40—60 yenosek.

Kiaunnunuecku soiaensior tpy tuna CMA. Tlpy CMA | tuna (dop-
me Bepnuura—Toddmana) Habaonaerca Tsaxenoe teyeHne 60Ie3HNU.
Bo Bpemst OepeMeHHOCTH OTMeYaeTcsl Mo3aHee, BSIOe 1eBe/IeHUE TUI0-
na. C poxaeHusi y peOeHKa BbipakeHa reHepajin30BaHHAas MblIlIey-
Hasli TUTIOTOHUSI, B MePBbIe MECSILIbI )KM3HW BO3HUKAIOT arpoduu 1 ac-
UMKYJISIDHBIE TMOJAEPIMBAHMS B MBIIILAX CITHUHBI, MPOKCUMAaJbHbIX
OTIE/JaX BEPXHUX M HIXKHUX KOHEUHOCTEH, B OTAE/bHBIX Cyvasix Hab-
JIIONAIOTCS paHHKUE NMPU3HAKK OYILOAPHBIX PACCTPOMCTB: ¢/1abbIi KPHK,
BsiJloe cocaHue, aucdarus, GuOpWILISLINSA MbILIL si3biKa. OTMeYaloTes
YacTble acnupalmu, pecriupaTopHbie MHGEKIIMU, HEPEJIKO MHEBMOHMS.
Teuyenne Gosne3Hn OBICTPO MPOrPecCUpyeT, MPUBOAS K JIETATLHOMY
MCXOIY OT IbIXaTeJIbHOM HEIOCTATOUHOCTU U MH(EKIIMOHHBIX OCTOX-
HeHuil K 1—1,5 ronam xu3zuum [1,3].

[Tpu CMA 11 Tna nuk MaHudecTaumyu KIMHUYECKMX MTPOSIBICHHUIA
00bIYHO npuxoautcss Ha 8—14 wmec. [To Mepe pa3suTus 3a00J1€BaHKs
MOCTEINEHHO yracaloT CYXOXUIbHbIe pedieKChl, BO3HUKAIOT KOCTHbIE
aedopmaumnn: Kupockonunos, aehopMarlium rpyaHoil KJIeTKH, KOHTPaK-
TYPBI TOJIEHOCTOITHBIX CycTaBOB M aedopmaunu crorn. Tonbko 25%
OOJIbHBIX MOTYT CAMOCTOSITEJIbHO CHI€Th, B PEAKUX CAydasix CTOSTh
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Doto 2.

¢ nopiepxkoil. TeueHue 3abosieBaHust Hebaaromn-
pusitHoe. bosibHbIE B cpeaHeM XHUBYT 10 HECKOJIb-
KUX aecATKOB neT. TeueHue 3aboneBanus O.A.H.
COOTBETCTBOBAJIO KIMHHUYECKON XapaKTepUCTHKE
CMA-II. ®eHotun 60/1bHOI MU CPOKe DepeMeHHO-
ctu 34/35 Henenb npenacrtasieH Ha doto 1, 2, 3.

[Tpu CMA 11l Tuna (popme Kyrenbbepra-
Benanmep) nepebie npu3Haky 3a00JeBAHUS TPOSIB-
JISIIOTCS TOJIBKO HA BTOPOM IeKaje KU3HU, TeYCHUE
npouecca 100poKaYeCcTBEHHOE, PH  KOTOPOM MHO-
rMe TOAbl COXPAHSETCS CMOCOOHOCTh K XOXIACHHIO.
HesaBucumo ot tuna CMA u  BpemeHu MaHudec-
TALMKU €€ CUMITOMOB TICUXHKaA OOIBHBIX OCTAETCH
COXpaHHOM.

Kaxnomy 6onbHOMy ¢ nuarHozom CMA, oco-
oeHHo npu ¢opme Bepauura—Toddmana, koraa
IeTH TOrMdaloT Ha MepBOM rOy XMU3HM, HEODXO-
AMMO TMPOBEACHHUE MOJEKYISIPHO-TEHETHYECKOTO
MCCEN0BAHMS MO BbISBACHUIO MYTAallMM, 4YTO
aBisieTcss Haubosiee TOYHOM BepupuKalueil auar-
HO3a. DTO KpaiiHe BaXXHO LISl BBIMIOJHEHUS Mpe-
HATAJBHOI AMAarHOCTUKM MATOJOTUM MPU TOCTe-
ayiowein GepeMeHHOCTH Matepu OosibHOTO [4].

B ocHoBe 3aGosieBaHMs NEXUT MyTallMs TeHa,
JOKAJIM30BAHHOIO Ha JUIMHHOM MJjieye 5-i Xpomo-
COMBbI, COCTOSILLIETO U3 8§ 9K30HOB U MOJYYMBLIETO
HasBaHue SMIN — Survival Motor Neuron («reH
BbIXKMBAEMOCTH MOTOHeiipoHa»). MyTtauusa reHa
-SMN npuBoaut Kk neduumty Oesika, OT KOTOPOro
3aBMCUT KauecTBO padoOTbl MEPEIHUX POroB CIUH-
HOTO MO3ra.

Knunuueckass XapakTepuCTHKA KaXKIAOTo THIIA
CMA 10¢TaToYHO MOJHO M3I0XKEHA B JIMTEpaType
[1-3]. B TO ke Bpemsi, B cHeLMaJIbHON JUTEpaTy-
pe M pecypcax Internet coobuieHuit o cayuasx 6e-
pEMEHHOCTH U ponoB y OonbHbIX CMA Hamu He
HalI1eHO.

M3 anamuesa 60JbHON U3BECTHO, YTO MEHCTpYa-
uun ¢ 11 et mo 5—6 auxei, yepes 70—90 nuein,
06uIbHBIE, yMepeHHO Oosie3HeHHble. [lonosas
XU3Hb ¢ 26 ner B Opake. [MHekonornyeckue 3a-

DoTo 3.

foneBaHus oTpuiiaeT. bepeMeHHOCTh MepBas, HacTy-
nujia Ha 5 TOONY PeryJsipHOil IMOJOBOH XKH3HHU.
Ha yuyeT B XEHCKOI1 KOHCYJIbTALlMM [TOCTaB/IeHAa 1Py
cpoke 6epemeHHocT 10/11 Heneb.

[MepBas nosoBMHa DepeMEHHOCTH MpoTeKaia 0e3
ocobeHHocTeit. Bo BTopoii noioBuHe 6epeMeHHOC-
THU OTMEYAJIMCh OTEKM Ha CTomax, 0e3 MOBbILIEHUS
aprepuasibHoro napjeHusd. [Ipu OepeMeHHOCTH
30 Hemeab repeHecaa OCTPOE pPecrupaTopHOe BHM-
pycHoe 3a00/IeBaHUE C TMOBbILUIEHUEM TEMITEPATYPBI
tenano 37.8°C.

B KAMHHUKY aKylepcTBa M THHEKOJOIMHU
CIIoIMY um. akan. W.T1. [laBnosa GepemeHHas
HarpaBieHa B CBS3M C TOsiBAeHMeM oablku. [Tpu
MOCTYIJIEHUH KUBOT OBOMIHON (DOPMBI, yBEJIUYEH
3a cyeT OepeMeHHOUM MaTKW, COOTBETCTBYIOLIEH
cpoky BepemenHocTH 34/35 Henens. MaTka B 00bIY-
HOM TOHyce, Oe3bone3HeHHa. [lonoxeHue rioaa
MPOAOJILHOE, MPELICKUT IOJI0BKA IU101a, MOIBUXK-
Ha Hal BXoJoM B Masiblit Ta3. CepauedueHue 1io-
aa sicHoe, putMHU4HOe, 136 ynapoB B MuHyTY. OK-
PYXKHOCTb )KMBOTA — 78 CM, BbICOTA CTOSIHUS IHA
Marku — 32 cM, Ipeanosaaraemas Macca rioaa rno
uHnekcy Pynakosa — 2100 r. Distantia spinarum —
19 cm, distatia cristarum — 20 cwm, distantia
trochanterica — 21,5 cm, unnekc ConoBbeBa —
12 cm. Pom6 Muxasnuca nepopmupoBaH.

HapyXHble 10J10Bble OpraHbl 6e3 rnaroxoruyec-
KUX u3MeHeHuit. [Tpu BiaaramuinHom obcienoBa-
HMM; BXOL BO BJarajulile HepoxKapilueil, HapyKHbIH
3€B 3aKpbIT, LIeHKa MAaTKHU [JUTMHOW 2,5 €M, Hepas-
HOMEPHO pa3MsirdyeHa, OTKJIOHEHa OT [POBOAHOM
OCH Ta3a K KpecTiy. Yepe3 cBObl OTpeEIesieTcst
roJIOBKA IJ10/1a Hall BXOJIOM B MaJiblil Ta3. MbIC 10-
CTHKMM, conjugata diagonalis — 11 cm (conjugata
vera — 9 cmM). [TonocThk Masioro Ta3a rnpencTaBis-
eTCs CYKEHHOM.

Kaunuveckuu duaeros. bepemeHHocTb 34/35 He-
nenb. Hedponatust 1 crenenu. Anemusi 6epemeH-
Hbeix. CMA 11 tuna. KococMmelieHHBINA Ta3, CyxXe-
Hue tasa Il crenmenu. Muokapaumoauctpodus.
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JlerouHo-cepneuHasi HeAOCTATOMHOCTHL | cTerneHM.
AHKMJI03 KOJEHHBIX U Ta300€ApPEHHbIX CYCTABOB,
KU(POCKOIN03 MO3BOHOYHHUKA.

[Mposenena tepanus recro3a. [To coBokymnmHoc-
TH TIOKAa3aHWI pelIeHO 3aKOHYUTh OepeMeHHOCTb
MyTeM OTlepalliv KecapeBa CeYeHUs.

Omnepauus KecapeBa ceyeHHUs Oblia BbIMOJIHEHA
MOTIepeYHbIM Pa3pe3oM B HUXKHEM CEerMEeHTe MaT-
Ku. [Tpono/mkuTe/IbHOCTL onepauuMu  — 45 MUHYVT.
W3BaedeH 1104 MYXCKOro noja maccoi 1900 r,
nnuHoit 40 cM, OKpPYXKHOCTb rojioBsl — 32 ¢M,
OKpPYXKHOCTL Tpyan — 31 cM. OueHka no wikane
Anrap 7/7 ©Gannos. B npouecce ornepaumu npo-
Be/ICHA IBYCTOPOHHSS MEPEBA3KA U MNepeceyeHue
MaTOYHBIX TPYO. YUMTBIBas HATUYME BhIPaXKEeHHOIM
9KCTPareHUTAAbHON MaTOAONMU U aHATOMUYECKHUX
M3MEHEHMI, OnepaTUBHOE BMELIATEIbLCTBO MPOBO-
AUJI0CH MOA BHYTPUBEHHBIM HAPKO30M C  MHrass-
LMen kucaopoaa yepes macky. [1pu aHecte3uosno-
rMyecKkoM Toco®uM He MCHOoJb30BalMCh
MHopenakcaHTel. [TocneponoBelil nepron rpotekan 6e3
OCIIOKHEHUI, COCTOSIHUE POAWIBHULIBI TIPH  BBITTMCKE
yaoBieTBopuTeiabHoe. Boinucana Ha 11 geHb nociie
ponoB Oe3 pebeHKa.

PeGeHOK B TepBbI€ CYTKM XU3HU C JIMAarHO30M:
BHYTPUYTPOOHAs TUIMOKCUS, NbIXaTeJlbHasg HeNO0-
CTAaTOYHOCTb, HEJAOHOLIEHHOCTb MEPEBEIEH B pe-
AHUMALIMOHHOE OTAEJEHUE METCKOW TOpOACKOWU
6oabHuubl No 1. [Ipyu moCTYIJIeHUHM COCTOSIHUE TSI -
kenoe. Ha ¢doHe nmpoBeneHHOro jeueHUs OTMe-
yeHa MOJIOXKUTEJbHAs JAMHAMHUKA, pedeHOK Obli
MepeBeeH Ha TMOJHOE 3HTepanbHoe nuTaHue. [No-
SIBUJIOCH 3PUTEIBHOE U CIIYXOBOE COCPEAOTOUCHHE.
l'onoBka ymepeHHO KOH(UTYpHUpOBaHa, DOAbLION
POIHUYOK Ha YpPOBHE KOCTHBIX KpaeB. Mbiliey-
HBbIA TOHYC VIOBJIETBOPHUTEAbHBIN, pediekch —
>kuBble. Koxa po3oBas, CIM3UCTBIC BIaXKHbBIE, YUC-
Thie. TOHBI cepala pUTMHUYHbBIC, Hal JETKUMHA —
My3puibHOe AblXaHue. ZKMBOT MSITKU, (HU3UO0II0-
ruyeckue ornpapieHusi B Hopwme. [lynouHas pas-
Ka 3MUTEIU3UpyeTcs.

[Tpu BbITIMCKE Yepe3 MecsiLl Mocje MOCTYIIEHUS
COCTOSIHME VIOBIETBOpUTEIbHOE: Bec 2650 1 (+750 r
C POXIEHMUS ), OKPYKHOCTb I'OJIOBBI 35 CM, OKpPYX-
HocTh rpyau 31 cMm. PebeHok pa3BuBaercs 6e3 oT-
KJIOHEHUI, CHMIITOMOB HACIEACTBEHHBIX 3a00J1eBa-
HUI HE OTMEYaeTcs.

Tonvko npu cpoke GepeMeHHOCTH 25/26 Hemeb
GepeMeHHas Obl1a HampaBjleHa Ha KOHCYJIbTALMIO
K Bpauy-reHeTUKY, XOTS MoA0OHAass KOHCYJIbTaLusl
JI0JDKHA OBIThH OCYILECTBIEHA 10 OepeMEeHHOCTH Ma-
LIMEHTKHM WIK B KpailHeM ciyyae mpu TOCTaHOBKE
Ha y4yeT B [-M TpuMmecTpe OepeMEeHHOCTH.

M3 reneanornyeckoro apesa (puc. 1) caemyer, 4ro
TOJIBKO Hallla MMalueHTKa CPeIi CBOMX POJCTBEHHM -
koB (II, MO pOMOCIOBHOM) CTpamaeT HACJIeJACTBEH-

HbIM 3a00JieBaHUEM, YTO CBOMCTBEHHO ayTOCOMHO-
pEeLIECCUBHOMY TUITY HacjleaoBaHus. B 1aboparopun
MpeHaTaqbHOW JIMArHOCTUKU HACJICJCTBEHHBIX U
BpOXIeHHBIX 3a00seBaHnit HU W akyiepcrsau ru-
Hekosorun uM. J1.0. Orra PAMH no wnHamewmy
HarnpasJaeHHIO ObL10 MPOBEIEHO MOJIEKYJISIPDHO-TeHe-
THYECKOE MCC/ICIOBAHUE MO BbISIBJICHUIO MyTaluu
CMA-Il —B 7-mu 8-M 3K30Hax reHa SMN (meton
[MUP ¢ nocnenyommm SSCP aHann3om 1 pecTpuk-
LIMOHHBIM aHaM30M 8-T0 5K30HA) U BBISIBIEHA 1e-
JIelMsl B 00OMX 3K30HAX, YTO MOATBEpXKIaeT auar-
Ho3 CMA 1.

My (I1,) naumMeHTKH cTpasaeT BPOXKIEHHOH Kop-
TUKOTPOIMHOI1 HEIOCTATOYHOCTBIO, MOCTOSHHO TTPU-
HUMAaET NMpPeaHM30J0H. [eHUTATMK Pa3BUTLI 110 MYX-
ckomy tuny. Kuper B Opake 5 ner. IlpuHumag
BO BHUMaHWE MOCTOSIHHOE MPUMEHEHNEe KOPTHKOC-
Teponaos, GepruwieH. Otmetum, uto ero cecrpe (I1,),
yMepliei B 3-JIeTHEM BO3pacTe, MOCTaBUIN 1MarHo3
aapeHoreHnTalIbHOro cuHiapoma. [loatomy moneky-
JIIPHO-TEHETHYECKOe UCC/IeN0oBaHue ObUIO NMpoBee-
HO M OTLY pebeHKa. MyTaluii, CBUIETEIbCTBYIOLLMX
0 HaJIMUMK Y 06CIeayeMOoro alpeHOreHUTaIbHOTO
CUHAPOMA TMOJYYEHO HE ObLIO, XOTSA 3TO U HE OT-
PMLIAET JaHHbIN AMArHO3, TAK KaK OH He BCeraa rnoj-
TBEPXKJIAETCS FTEHETHYECKH.

Takum obpaszom, Math pebeHka ctpanaer CMA 11
C ayTOCOMHO-PELIECCUBHBIM IYTEM HacIeL0BaHUs.
He wuckmodeHo, 4yTo y Myxa HabI01aeTcs Takxke
HacJieICTBEHHOe 3a00/ieBaHUE — AIpPEeHOreHUTAb-
HBII CUHAPOM, MMEIOLLIEE AYTOCOMHO-PELIECCHBHBIN
MyTh Hacsae0BaHUsl. OTMETUM, YTO MallMeHTKE Heo-
JHOKPATHO Ipeilarajioch rnpepsaTb 0€peMeHHOCTb
B CBSI3M C TSDKEJIBIM €€ HEBPOJIOTHYECKUM COCTOs-
HHWEM, HAJIMYMEM HACJIEICTBEHHOI MaTOJI0TUM U 110
COLMaJIbHBIM NpUuMHaM. bepemeHHast U ee cynpyr

+48 +66 65
' O
1 2
43 33
11
3!
1 - 2F
21 25 A < |9 mecsiues
L 1 2 3!

Puc. 1. T'eneanormyeckoe apeso O.A.H., 31 roaa (Il,),
crpagatomweit CMA 11 tuna. Crpenkoit 0603Ha4eH
npodaHl, 3alITPUXOBAHHBIMM 3HAYKAMH — OOJIbHBIE

HAacneaACTBEHHbBIM WJIH BPOXICHHBIM 3a00/1IeBAHHUEM.

Oboznavenus:

O = ocenckutt mun

[ — myxcexon mun

+ — ymep

! — auuno obcaedosan

Pumexumu yugpamu oboznaweno noxosenue, apatekumu
HAO CUMBOAOM — BO3PAC HAEHA cembll, o0 CUMBOAOM —
€20 nopadioasis Homep

W KYPHATD ARYIIEPCTBA s KEHCKHXD BONB3HEN

TOM LIV BRINYCK 2/2005

ISSN 1684-0461



KA3YUCTHUKA

107

KaTeropM4yeCcKy OTKa3a/IMCb OT TIpepbiBaHMs OepeMeH-
noctu. Puck poxnenusa nmiaona co CMA Il tuna
WIM aJpEHOTEHUTANbHBIM CHHIPOMOM MeHee
0,5 %. B HacTosilee BpeMs, T.e. B BO3pacTe pe-
feHka 9 MecsLeB, NPU3HAKOB MaTOJOTMH HEPB-
HO-MbILLEYHOH WU 3HAOKPUHHOM CMCTEMbI ¥ pe-
fernka He HabionaeTcs.

Takum obpa3om, naHHoe HabaoAeHUE MMOKaA3bI-
BaeT, YTO XKEHILUMHA, CTpajaioLlas TSHKe/IbIM Haclie/l-
CTBEHHBIM [€r€HEpPATUBHBLIM 3ab0/ieBaHHEM, KAKO-
pbiM siBasietcs CMA 11, cnocoGHa 3abepeMeHeTb
M POAMTL 310POBOTO C TEHETUYECKOW TOUKM 3peHHsI
pebeHKa.
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B Summary: A pregnancy and labour description is given for a
Ist group disabled person suffering from the genetically con-
firmed spinal muscular atrophy type I (SMA type II). Statisti-
cally, the risk for the infant being born with SMA is less then
0,5 %. No serious complications were identified during the preg-
nancy; the Caesarean section was performed during the deliv-
ery. Considering the substantial atrophy of the muscular system,
myorelaxants were excluded during the followed anaesthesia. A
male infant was extracted without genetic pathologies, weight-
ing 1900 g, 40 cm long, scored 7/7 by the Apgar scale. State
social and community organizations provided aid in caring for
the baby.

® Key words: spinal muscular atrophy; pregnancy and child-
birth; Caesarean section; obliquely-offcentered pelvis
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