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BEPEMEHHOCTb U POAbI Y BOIbHON
CMUHANbHOW MbILUEYHOWN ATPODUEN

B IIpeactasaeHo onmcanue
GepeMeHHOCTH M POJOB Y HHBAIMAA
Irpynnel, cTpamaomei reneTuuecKm
NOATBEPKACHHOH CHMHAJIBHONW MbIUEYHOM
arpodmeii II tuna (CMA II THma).
Puck poxnenus pebenka co CMA
cocrapaser mMenee 0,5%. Bepemennocts
NpoTeKaia 6e3 cepbesHbIX OCI0KHEHMHI,
poIopaspenieHne NpoBeneHo onepauueit
KecapeBa CeueHHsi. YUMTLIBas
BLIPAKEHHYIO aTPO(HI0 MBIEYHOM
CHCTEMBI TIPH AHECTE3HO0J0TMIeCKOM
N0co0HH ObLTA HCKII0YEHB
MuopenakcanTsl. F3Baeven mwion
MYKCKOT0 HOJA ¢ Maccoil Tena 1900 r
1 umHoi 40 cM, oneHKa no mkajge Anrap
7/7 dannos, 6e3 reneTHYECKOI
naroJjiornd. Iocse poxos Gbum
NpHBJIeYeHb! FOCYAAPCTBEHHBIE
COIMA/IbHbIE W OOHIECTBEHHbIE
OPraHU3ALMH /151 TOMOLIM HO YXOIy

32 HOBOPOXKIEHHBIM.

B  Kimouesble c10Ba: criMHabHAs
MblLIeYHast aTpodus; GepeMeHHOCTD
U PpOIbI; KECapeBO CeYeHME;
KOCOCMEUIEHHBIH Ta3

B anpene 2004 roma B KIMHHMKY aKyLlepcTBa M TI'MHEKOJOIMH
CII6I'MY wum. akan. W.I1. TlaenoBa mpu cpoke OepeMeHHOCTU
34/35 wenens moctymuna O.A.H. 1971 r.p., uusanun 1 TPYIITIEL.
W13 aHamHe3a U3BECTHO: pOxMTE M NAIMEHTKN HPAKTHYECKH 310po-
Bol. [lo 1,5 ner GoibHasg pa3sBMBasach COOTBETCTBEHHO BO3pacTy.
B nanbHeiilueM oTMedeHa porpeccupyiowas ¢jiabocTh B 06EUX HO-
rax, HOABUIIUCH MPHU3HAKU aTPOMUHN MBIIIL, KOHEYHOCTEH MU CIIMHBL.
3abosieBaHUE ME[UIEHHO NPOTPECCHPOBAIO, M K 2-X JIETHEMY BO3pac-
Ty NMAllMCHTKA YTpaTHIa CIOCOOHOCTh XOAUTh, HO MOIJIA COXPaHSTh
CHI4EE TI0/I0XeHHe. MHOrOKpaTHO GbUTa TOCITUTATM3UPOBAHA B pas-
JUYHbIe neTckue GoapHMLBL. B 15-71eTHEM Bo3pacTe OKOHYATEIHLHO
MIOCTABJIEH INArHO3 CNIMHAABHOM MbllIeuHOM atpocuy I tuna.

CrinHanpHbie MblLeyHbie atpodun (CMA) oTHOCSTCS K TpYIIIIC 3a-
OoJsieBaHmit, HaCJIeNyeMbIX IPEUMYILIECTBEHHO T10 ayTOCOMHO-PELICCCUB-
HOMY THIIy M XapaKTepH3YIOUIUXCs AEreHepalueil KIETOK IepeaHux
POrOB CITMHHOTO MO3ra. 3a60JIeBaHME TIPUBOLMT K HPOTPECCUPYIOLIEH
aTpO(UM CKEIETHBIX MBI U MX HEYKJIOHHOMY OCJIaG/IEHHIO. Berpe-
vatorcs CMA c yacroroii 1:25000 yenopek [1]. Yactora TeTepO3UTrOT-
HOTO HOCUTENIbCTBA paBHA | Ha 40—60 4enoBexk. .

KimHnuecku Beineisitor tpu una CMA. pn CMA 1 tuna (pop-
Me Bepnuura—Toddmana) nabmonaercst Tsxenoe TeueHe 6oTe3H,
Bo Bpems 6epeMeHHOCTH OTMeYaeTCs no3Hee, BUIOe [IeBeTeHHe L0~
Ja. C poxueHus y peOGeHKa BbIPaXEHA T€HEPATN30BAHHAA MbILIEY -
Hasi TUTIOTOHMS, B TIEPBbIC MECALIBI XXM3HH BO3HUKAIOT aTpoduu U (ac-
LUUKYJISIPHBIE TIOAEPTUBAHUSA B MBIIILAX CIIMHBI, MPOKCUMATbHBIX
OTZAE/IaX BEPXHUX U HWXXHHUX KOHEYHOCTEH, B OTICNBHBIX CJIy4asiX Hab-
JIONAI0TCA PaHHME IIPU3HAKK GYIL0aPHBIX PACCTPOICTB: C1abblit KPHK,
BsLI0€ cocaHue, nucdarusi, GuGPHLISLIAS MBI SI3bIKa. OTMEYaI0TCS
4acThIC aCIIUPaLiU, peCTUPAaTOpHbIe MHOEKIIMM, HEPEAKO MHEBMOHHSI.
Teuenve Gonesnn GeicTpo mporpeccupyer, IPHUBOAA K JICTATLHOMY
UCXOMy OT IbIXaTeJIbHON HENOCTATOYHOCTH M MH(MEKLIMOHHDBIX OC/IOX-
HeHui K 1—1,5 romam xusnwm [1,3].

ITpu CMA 11 Tvna nuK MaHU(bECTALMY KITMHIYECKIX TIPOSIBICHU I
00BbIMHO TIpuxonuTcst Ha 8—14 mec. [To Mepe pa3suTus 3a60meBanus
MOCTENICHHO YTacaloT CYXOXWIbHBIE peieKChl, BOSHUKAIOT KOCTHBIE
AedopMantuu: KUGMOCKOINO03, JeopMaIin TPYOHOH KJIETKU, KOHTPAK-
TYPBI I'OJICHOCTOIHBLIX CYCTaBOB U AedopMarium crom. Tonpko 25%
GOJIBHBIX MOTYT CAMOCTOSITENIBHO CHAETD, B PEIKUX CIIy4asix CTOSITh
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®orto 1.
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¢ nomuepxkoi. TeueHue 3aboneBaHusi HeOaromn-
pusiTHoe. bonbHbIE B CpeHEM XKUBYT 10 HECKOJb-
KUX JecATKOB jieT. Teuenue 3aboneBanus O.A.H.
COOTBETCTBOBAJIO KJIMHUYECKOW XapaKTepUCTUKE
CMA-I11. ®eHotun 601bHOI NTPH CpoKe GepeMeHHO-
ctu 34/35 Heaesb npeacTaBieH Ha oo 1, 2, 3.

[Tpu CMA III tuna (popme Kyreabbepra-
Benannep) nepBble Mpu3HaKKU 3a007eBaHUs MPOSIB-
JISIIOTCSL TOJIKO Ha BTOPOM JieKaae XXU3HU, TeueHHe
npotuecca 100poKa4yeCTBEHHOE, MPU  KOTOPOM MHO-
I'M€ rofibl COXPAHAETCA CIIOCODHOCTb K XOXIEHMIO.
HeszaBucumo or tuna CMA M BpeMeHU MaHubeC-
TallMd €€ CUMITTOMOB TCUXMKa OOJIbHBIX OCTaeTcsd
COXpaHHOM.

KaxaoMy 6osbHOMY ¢ auardHozom CMA, oco-
6enHo npu ¢dopme Bepanura—Toddmana, korna
JIETU TIOrudaloT Ha I1ePBOM oAy XW3HH, HEODXO-
JUMO TIpOBEAEHUE MOJEKYJISIPHO-TEHETUUECCKOTO
HCCAEOBAHUS 1O BBISBICHUIO MyTallMU, YTO
SIBJISICTCSl Haubosiee TouHOH BepuduKalMeid auar-
HO3a. DTO KpaifHe BaXKHO AJs BBIMOJHEHUS TIpe-
HATATbHON IWArHOCTUKHU NMATOJOTHM MpH  Moc/e-
Aaytoliei 6epeMeEHHOCTH MaTepu OonbHOro [4].

B ocHOBe 3a0o0jeBaHUs JIEXKUT MyTaLMsl TeHa,
JIOKAJTU30BAHHOTO Ha JJIMHHOM IUIeve 5-i1 XpoMo-
COMBI, COCTOSIIIIETO U3 8 9K30HOB U MMOJYUYMBIILIErO
Ha3Banue SMN — Survival Motor Neuron («reH
BBKMBAEMOCTH MOTOHElMpOHa»). Myramus reHa

-SMN npuBoAUT K AedhuuuTy OejIKa, OT KOTOPOro
3aBUCUT KAa4eCTBO pabOThl MEpeTHUX POrOB CIIMH-
HOro MO3Ta.

KiimHu4veckas xapakTepucTHKa KaXaoro Tuna
CMA 10CTaTOYHO MOJHO M3J10XKeHa B JIUTepaType
[1—3]. B To e BpeMs, B CHelMalbHON IUTEPATY-
pe u pecypcax Internet coobieHuit 0 caydasx oe-
PEMEHHOCTH U pojoB y 0GoabHbix CMA Hamu He
HaAUIEHO.

M3 anamHe3a 60/1bHOM M3BECTHO, YTO MECHCTpYa-
uvu ¢ 11 et mo 5-6 naHeit, yepes 70—90 nHeit,
o0unbHbIE, yMepeHHO Ooje3HeHHbie. [lonoBas
XU3Hb ¢ 26 jer B Opake. [MHEKOIOTHYECKHE 3a-

doro 3.

bosneBaHus otpuliaeT. bepeMeHHOCTh IepBast, HacTy-
nujia Ha S5 ToAy PEryjasipHOW TOJOBOM XW3HH.
Ha yyeT B X€HCKOI KOHCYAbTALUWH IOCTABIEHA TIPH
cpoke depemenHocty [0/11 Hemenb.

[TepBas nonoBrUHa GepeMeHHOCTH TIpoTeKaa 6e3
0CcoOeHHOCTE. Bo  BTOpO# mosoBHHE OepeMEHHOC-
TH GTMEUYAJIMCh OTEKM Ha CTomax, 0e3 IOBbIILECHUS
aptepuajsibHoro aasiaeHus. Ilpu GepeMeHHOCTH
30 Henmenb mepeHec/a OCTPOE peCcIUpaToOpHOE BU-
pycHoe 3a00JeBaHMe C TTOBBILICHUEM TEMITEPATYPbI
tenajgo 37,8 °C.

B KIHMHMKY aKylmiepcrBa M THUHEKOJOTUH
CII6I'MY umM. akan. HW.I1. Tlasnosa GepeMeHHast
HamnpapjieHa B CBSI3M C TOSBJIEHHEM OIBIIIKH. [1pu
MOCTYTUICHUU XWBOT OBOUTHOM (POPMBI, YBEINYEH
3a c4yeT OepeMEHHON MAaTKU, COOTBETCTBYIOIEH
cpoKy 6epemeHHocTy 34/35 Henenb. MaTka B 00bIY-
HOM TOHyce, 6e300ae3HeHHa. TlonoxeHue nuoaa
[IPO/IOABHOE, MIPEAJICKUT TOJA0BKA IJI0AA, TIOJBUX-
Ha Hal BXOIOM B MaJbiii Ta3. CepauebueHue 1mio-
Ja sicHoe, pUTMUYHOE, 136 ymapoB B MUHYTY. OK-
PY>XKHOCTBH XXMBOTA — 78 CM, BbICOTA CTOSIHUS JTHA
matku — 32 cwM, OpearosaraeMasi Macca Iioaa no
nHaekcy PynakoBa — 2100 1. Distantia spinarum —
19 cMm, distatia cristarum — 20 c¢cM, distantia
trochanterica — 21,5 cM, unaekc CojloBbeBa —
12 cm. PoM6 Muxasnuca nechopMUpoBaH.

HapyxHbie noJioBbie opraHbl 6€3 maToxoruyec-
KUX u3MeHeHuit. Ilpu BaaranuniHoM obcaemona-
HMH: BXOI BO BJIArajvile HEPOXKABIUEHN, HAPYXHbIA
3€B 3aKpbIT, LI€iiKa MaTKW JUIMHOM 2,5 cM, HepaB-
HOMEPHO pa3MsrycHa, OTKJIOHEHA OT TMPOBOXHOM
OCHM Taza K KpecTily. HYepe3 CBOIbI ONpeaeasieTcs
roJ10BKa Iu1o4a Hajl BXOJAOM B MaJIbiil Ta3. MbIC 10-
CTUXHMM, conjugata diagonalis — 11 c¢wm (conjugata
vera — 9 cm). [TonocTk Masoro Tasa npeacTabis-
€TCH CYXKEHHOM.

Kaunuveckuii duaenos. bepementocts 34/35 He-
nenb. Hedponatust I creneHu. AHemus OGepemeH-
HbeiX. CMA 11 tuna. KococMelueHHBIN Ta3, cyxe-
Hue Ttasza Il crenenu. Muoxkapanoaucrtpodus.
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JlerouHo-cepaeyHas HeIOCTATOYHOCTH | CTermeHu.
AHKWUJI03 KOJIEHHBIX M Ta300€IpeHHbIX CYCTaBOB,
KH(POCKOIHO3 MTO3BOHOYHUKA.

IIposenena tepamust rectoza. ITo coBOKymMHOC-
TH TOKa3aHWH PELIEHO 3aKOHYUTh OepeMEHHOCTD
MyTEM OIlepallii KecapeBa CEYCHMSI.

Onepauus kecapesa ceyeHNs GbLIa BBITOTHEHA
[IONIEPEYHBIM Pa3pe30M B HUXHEM CEIMEHTE MaT-
Ku. IponomxurensHOCTh onepainu — 45 MMHYT.
HM3sBneyeH mion Myxckoro mosa Maccoilt 1900 T,
AMHOM 40 cM, OKPYXHOCTb TOJIOBHL — 32 cM,
OKPYXHOCTB rpya — 31 cm. OueHka no mkaie
Amrap 7/7 6amwtoB. B mpouecce oneparuun Mpo-
BCII€HA IBYCTOPOHHSAS NIEPEBSA3KA U IIepeceyeHme
MaTOYHBIX TPYO. YYMTHIBASK HATMYKE BBIPAKEHHOM
9KCTPAar¢eHUTaJIbHOM MATONOTUM U AHATOMHYECKHUX
U3MEHEHUH, OMEPATUBHOE BMELIIATEABCTBO ITPOBO-
AUJIOCH MO BHYTPUBEHHBIM HAPKO30M C MHTIAJISI-
L¥el KMCIopoaa yepes Macky. [Ipu  aHecTe3Ho0-
TUYECKOM TIOCOOUM He HUCHOJAb30BAJUCH
MUOpETakcaHThi. locneponoBslii tiepror potekan 6e3
OCJIOXKHEHUIA, COCTOSTHUE POIMJIBHULIBI [TPH  BBITHCKE
VIOBIECTBOPHUTENILHOE. Bhitiucana Ha 11 geHb mociie
ponoB 6e3 pebGeHKa.

PeOeHOK B mepBble CYTKU XU3HU ¢ AMATHO30M:
BHYTPUYTPOOHAsI TMIOKCHSI, ObIXaTebHAS HemO-
CTaTOYHOCTb, HENOHOILIEHHOCTh NIEpeBEdEH B pe-
4HNMALIMOHHOE OTACIACHUE NETCKOU TOpPOICKOM
OompHuibl Ne 1. TIpu  HOCTYILUIEHHM COCTOSIHME TSI-
xenoe. Ha ¢oHe npoBeeHHOro NeueHUs oTMe-
YeHa MOJIOKWTENbHAS NTUHAMUKA, pPeOGEHOK ObLT
NIEPEBE/ICH HA IIOJTHOE SHTEPANLHOE NuTaHue. I1o-
ABWIOCH 3pUTEJIBHOE U CIIYXOBOE COCPENOTOUEHHE.
T'oioBka yMepeHHO KOH(DUTYpHpOBaHa, GOJIBLION
PONHMYOK Ha YPOBHE KOCTHBIX KpaeB. Mpliiey-
HBII TOHYC YIOBIETBOPUTENIbHBINA, pedieKch —
xuBble. Koxa po3oBast, CIM3UCTbIE BIAXHEIE, YHC-
Tble. TOHBI Ceplla PUTMUYHBIC, HAT JETKUMU —
nyapuibHOe Nbixanue. KUBOT MATKMM, HU3HOIO-
TUYECKME OTNpaBieHus B HopMe. [Tynoynas pan-
Ka 3MUTEIU3UPYETCH.

I1pu BeIMUCKE Yepe3 Mecall HOCe MOCTYTLIEHUS
COCTOSIHME. YAOBJIETBOPUTEIIbHOE: Bec 2650 1 (+750 r
C POXICHWsI), OKPYXHOCTb I'OJOBBI 35 €M, OKpYX-
HOCTb Tpyau 31 cM. PeGeHoK pa3BuBaercs 6e3 oT-
KJIOHEHU}, CUMIITOMOB HACJI€CTBEHHBIX 3a00/1eBa-
HUIl HE OTMeYaercsl.

Tonbko mpu  cpoke GepemennocTH 25/26 Henes
GepeMeHHas ObUIa HATIpaB/eHA HAa KOHCY/bTAIMIO
K Bpayy-reHETUKY, XOTd NOAO0OHAsI KOHCY/IbTALIMS
JOJKHA ObITh OCYILECTBIEHA 10 GEPEMEHHOCTH ITa-
LHMEHTKU WIX B KpafiHEM CIydYae IpHU IOCTAHOBKE
Ha Yy4eT B 1-M TpuMecTpe 6 peMEHHOCTH.

U3 reneanornyeckoro apesa (puc. 1) cemyer, uto
TOJIBKO Hallla MALMEHTKA CPEIH CBOUX PONCTBEHHM -
xoB (II, no pomocI0BHOI) cTpamaeT HACIeNCTBEH-

HbIM 3a00JIeBAHUEM, UTO CBOMCTBEHHO ayTOCOMHO-
PELCCCUBHOMY TUITY Hac/ieioBaHusl. B maGoparopuu
[pEHATaIBHOW MUAarHOCTHKHM HACJIEACTBEHHBLIX U
BPOXAEHHBIX 3aboneBanuit HUM akyuwepctBa v -
Hekomorun uM. [J[.O. Orra PAMH no Hamemy
HaINpapJIeHUIO ObUIO MPOBEICHO MOJIEKY/IAPHO-TEHE -
THUYECKOE UCCIICOBAHME [0 BBISIBICHUIO MYTAllU
CMA-l —B 7-Mu 8-M 9Kk30Hax reHa SMN (MeTon
[P ¢ nocnemyroumm SSCP aHamm3oM u DECTPHK-
LUWOHHBIM dHATM30M §-TO 9K30HA) U BBISIBJICHA Jie-
Jeuust B 000OMX 3K30HAaX, YTO MOATBEPXKIAET JMar-
HOo3 CMA 11

Myx (I1,) naumeHTKY cTpanaeT BpOXIEHHOI KOp-
TUKOTPOITHOM HEIOCTATOYHOCTBIO, TOCTOSTHHO MPU-
HUMAET NPeJHU30NOH. ['eHUTAIMY Pa3BUTHI IO MyX-
CKkoMy Tumy. KuseT B Opake 5 jner. [IpuHumas
BO BHHMMAaHHE IIOCTOSHHOE IPUMEHEHNE KOPTUKOC-
Tepounos, depruieH. Otmerum, dto ero cectpe (11 D
YMepIleii B 3-JIETHEM BO3pacTe, TOCTABIIMA JUATHO3
aIpCHOTeHUTATIBHOTO CUHAPoMa. [ToaToMy Moneky-
JIAPHO-TEHETUYECKOE MCCIeN0BaHMe ObIIO MpoBee-
HO M oty pebeHka. MyTaluii, CBUIETENLCTBYIOIINX
0 HaJIMYUK Yy 06CIenyeMOro agpeHOre HUTaIbHOTO
CHHIIpOMa TOJIyYEHO He OBLIO, XOTS 3T0 U HE OT-
PMLIAET TaHHBIA TUATHO3, TaK KAK OH HE BCera Hoj-
TBEPXKAAECTCS TEHETUYECKH.

Takum obpasom, mars pebenka crpagaer CMA 11
C ayTOCOMHO-PELIECCUBHBIM IyTeM HacCieI0BaHMS,
He wuckmoueHo, uto y Myxa Habmomaercd Takke
HaCJICACTBEHHOE 3a00JIeBaHUE — aPECHOTEHUTATIh-
HBIN CHHAPOM, HMEIOLIEe ayTOCOMHO-PEIIECCUBHBII
NyTh HacAeAOBaHUA. OTMETHUM, YTO MALUEHTKE HEO-
AHOKPAaTHO Tpemarajoch NpepBaTh GEPEMEHHOCTD
B CBf3U C TSAXKEJBbIM €€ HEBPOJIOIMUYECKUM COCTOS -
HUEM, HATMYUEM HACICACTBEHHOMN NATOMOTUM U 110
CouMaIbHBIM TIpUYMHaM. bepeMeHHas u  ee cympyr

+48 +66 65 67

3!
9 MecsueB

21 L5

ITT 3

Puc. 1. Teneanoruyeckoe apeso O.A.H., 31 roxa (IL,),
crpajawuein CMA 11 tuna. CTpenkoit o6o3HauyeH
MpobaHA, 3aIUTPUXOBAHHBLIMM 3HAUYKAMU — GOJBHBIE
HAaCJIEICTBEHHBIM WIM BPOXIEHHBLIM 3a00JI€BaHHEM.

Obosnauenus:

O — wcenckuii mun

3 — myoxccroid mun

+ — ymep

! — auuno obcaedosan

Pumckumu yugppamu oGosnaueno noxosenue, apabekumu
HAO CUMB0AOM — 803PACM AeHA CeMbl, OO CUMBOAOM —
€20 nopaoKoeblii Homep

W RYPHATD ARYIHEPCTBA = JKEHCKHXD BONB3HER TOM LIV BbiNyCK 2 /2005

ISSN 1684-0461




KA3YUCTHKA

107

KaTeropu4ecKH OTKA3aIiCh OT TpepbIBaHUs GepeMeH-
HocTH. Puck poxaenus miona co CMA II tuna
WIM aApeHOTeHUTAJbHBIM CHUHIADOMOM MeEHee
0,5 %. B HacTosllIee BpeMsl, T.€. B BO3pacTe pe-
beHka 9 MecsueB, IPU3HAKOB 1aTOJIOTHH HEPB-
HO-MbIILEYHOH U IHAOKPUHHOW CUCTEMBl Y Dpe-
GeHka He HabonaeTcs.

Takum o6pa3oM, naHHoe HaOAIOAEHUE MTOKA3bI-
BAeT, YTO XXEHIIWHA, CTPAAAIOLLAs! TSKEJBIM Hacjen-
CTBEHHBIM JereHepaTUBHbIM 3a00/eBaHHEM, KaKo-
BeIM saisgetca CMA 1, cnoco6Ha 3abepeMeHeThb
U POAMTH 310POBOT0O ¢ T€HETUYECKOMH TOUKH 3pEHHUS
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 11 (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.

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