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Cnyyan cnuHanbHOU MbiweyHou atpodum I Tuna
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Llenb cTaTbu: paccMoTpeHue KIMHUYECKNX 0COBEHHOCTEl TeYeHUs CNUHaNbHOM MblweyHol atpodun (CMA) I Tuna B coyeTaHum ¢ BpOXKAEHHOI
LMTOMEranoBuUpycHoit HeKLneln y HOBOPOXKAEHHOTO ManbyMKa.

OcHoOBHble nonoxeHua. OnucaH KaMHUYecknit cnyyain covyetaus CMA I tuna (6onesuu BeppHura — locdhmaHa) v BpOXAeHHOI LuTOMera-
JI0BUPYCHON MHGEKLMUM y HOBOPOXKAEHHOTO pebeHKa. TwaTenbHblii aHanu3 aHamMHe3a W KIMHWUYECKON CUMNTOMATUKK, @ TakKe NpoBefeHHbIN
AMArHOCTUYECKUI NOUCK NO3BONUIN CBOEBPEMEHHO NOCTABUTL TOYHbIN ANArHO3.

3aknioueHue. CBoeBpeMeHHas NOCTaHOBKA KIMHWUYecKoro AnarHoza CMA fana BO3MOXHOCTb KIMHULMCTaM MPaBUAbHO TPAKTOBATb HEBPOIOTU-

YecKylo CUMMNTOMATUKY y 60NBHOTO C BPOXKAEHHOI LUTOMEranoBMpycHOit MHdeKLMeil.
Kntoyesbie cosa: cnuHanbHas MbllweyHas arpodus, BHyTpUyTPOGHas MHGEKLMUSA, LLUTOMEranoBMpyC, HOBOPOXAEHHbI.
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A Case of Spinal Muscular Atrophy, Type I, in Combination
with Antenatal Cytomegalovirus Infection
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Article Objective: to analyse clinical features of the progression of spinal muscular atrophy, type I (SMA-I), in combination with antenatal

cytomegalovirus infection in a newborn boy.

Key Points. A case of SMA-I (Werdnig-Hoffmann disease) in combination with antenatal cytomegalovirus infection in a newborn is described.
Thorough analysis of medical history and clinical symptoms as well as differential diagnosis allowed making a precise diagnosis.
Conclusion. Timely clinical diagnosis of SMA made it possible for clinicians to correctly interpret the neurological symptoms in the baby with

antenatal cytomegalovirus infection.
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pobnema opdaHHbIX 3aboneBaHu B nocnefHue oAbl

BbI3biBAeT OONbWIONA MHTEPeC Yy MpPaKTUYECKUX Bpauye,

MOCKONbKY, NpU CBOE pefKoCTU, OHW WMEIT OrpoOMHOe
3HayeHWe [N KOHKPETHOro MaLWeHTa W BCell ero CeMmbu.
Mbl Npofo/KaeM ceputo CTaTeil, NOCBAWEHHbIX PedKUM 3a60-
NleBaHUAM, KOTOpbIe MaHN(ECTMPOBANN B NEPUOL HOBOPOXKAEH-
HOCTM ¥ NOTPe6OBaNU COBMECTHBIX YCUIMI HEOHATOOrOB U Bpa-
yeil Opyrux cneuuanbHOCTei Ana NpoBefeHUs CBOEBPEMEHHOM
ANArHOCTUKW, B TOM YMC/Ie C MPUMEHEHWEM MONEKYISPHO-TeHe-
TUYecknx meTtopos [1, 2]. B HacToAwei ctatbe npepcTaBneHo
OnMcaHue KANHWYECKOrO C/y4yasn CMUHANbHOM MbIWEYHON aTpo-
¢uu (CMA) I Tuna y HOBOpPOXAEHHOTO pebeHkKa.

CMA — rpynna HacnefcTBEHHbIX HEPBHO-MbILWEYHbIX 3360-
NIeBaHuii, B OCHOBE KOTOPbIX JIEXKUT NepBUYHOE NOPaXKEHNe BH-
ratefibHbIX HENPOHOB NepefHUX POroB CUHHOMO MO3ra W Afep
MO3roBOr0 CTBONIA B BMAE UX MPOrpeccupymollei fereHepaumum
1 rnbenu. B 3aBucumMocTy oT Bo3pacta MaHudecTaumum BolensoT
naTb TMNOB 3abonesaHus. CMA I Tuna, uam ocTpas 3n0KayecT-
BeHHas MHGaHTUNbHAA CNUHanbHas amuotpodua BeppHura —
locmaHa, onucanHas G. Werdnig u J. Hoffmann ewe B XIX B., —

3T0 Haubonee Taxenas W pacnpocTpaHeHHas dgopma CMA [3, 4].
OHa BcTpeyaetcs ¢ yactotoit o1 1 : 10 000 go 1 : 6000 HoBo-
POXAEHHbIX [4] 1 XapaKTepu3yeTcs paHHUM Havanom (B Bo3pac-
Te 10 6 MeCAUEB) U CMepTbio OT [blXaTebHON HeJOCTaTOYHOCTH
[0 [OCTUXeHUs ABYXJeTHero Bo3pacTa [3]. [eHeTuyeckas ocHoBa
3aboneBaHnsa — myTtauusa u/unu feneuus B reHe SMNI (reH dak-
TOpa BbIKMBAHWA MOTOHEHPOHA 1), pacnonoXeHHOM Ha AJIMHHOM
nneye 5-i xpomocombl. inarHoz CMA MOXKHO NOATBEPAUTDL MyTEM
oOHapyeHus peneuun 7-ro u/wnu 8-ro 3k3oHa reHa SMNI
B FOMO3UTOTHOM COCTOSIHMM [5].

Llenb cTaTbu: paccMOTpeHWe KIMHWUYECKUX 0cobeHHoCTel
TeYeHWs CNUHaANbHOI MbileyHol atpoduu I TMna B coyeTaHum
C BPOX[EHHOW LMTOMEranoBMpycHON MHMEKLUEN Y HOBOPOXK-
LEHHOrO ManbyuKa.

KNWHWYECKMIA CNYYAI

0CcobBEHHOCTbID ONMUCHIBAEMOTO CNyYas ABAAETCA Ype3BbIYANHO
OTATOWEHHbIA MHDEKLUMOHHBIN aHAMHEe3, KOTOPbIA Hanpas-
AN ANATHOCTUYECKYIO MbICAb B PYCNO MOUCKA MHGEKLWNOH-
HOro MpoLecca, yKas3biBas Ha TO, YTO B OCHOBE MMelLWencs
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HEBPONOrNYECKON CUMNTOMATUKKM MOXET Nexarb WHbeKuns
HEepBHOW CUCTEMbI.

Maneyuk C., noctynun B OTAENEHWE NaTONOTMU HOBOPOX-
LEHHbIX U HeJOHOLEHHbIX ieTeil TOPOLACKON KNMHUYECKOi 60Nb-
Huusl N2 1 r. YenabuHcka (Oanee — omdeneHue namosoauu
HOBOPOXOeHHbIX) B BO3pacTe 18 CyTOK Mo noBoAy FHOMHOTrO
OTLeNAeMoro U3 nynoyHoi paHkM U BANOCTH.

N3 aHamHe3a M3BECTHO, YTO Manbyuk OT BTOpOW GepemeH-
HOCTW (nepBas 3aKOHYMNACb PErpeccoMm Ha Cpoke 8 Hepens),
npoTeKkaslueit Ha doHe HocuTenbcTBa IgG Kk BUpycam npoctoro
repneca 1-ro v 2-ro Tuna u uutTomeranosupycy (c Hapacta-
HMeM TUTpa B 12 Hepenb, NO NMOBOLY YErO XEHIWWUHA NONyuu-
na Kypc uHTepdepoHa anbda-2b), 060CTpeHUs XpOHUYECKOIA
repnetnyeckoit uHdekunm 1-ro tuna B 35-36 Hepenb. Popbl
B 39-40 Hepenb, camocToATenbHble. [pun poxpeHun Bec —
3690 r, pocT — 54 cM, oLeHKa no wkane Anrap — 8/8 6annos.
3aKkpuyan cpasy, K rpyau 6bin npunoxeH B popsane. lpynna
KpoBu Matepu u pebeHka — 0(I), pe3yc-nonoxuTensHas.

C 3-X CYTOK XW3HU OTMEYaNnoch NOSBAEHNE KENTYLWHOO CUH-
ApOMa, MaKcUManbHble Ludpsl 0bwero 6unnpybuHa Ha 4-e cyT-
KM KU3HM cocTaBuan 330 MKMOJb/A 3a cYeT Henpsamoit dpak-
umu. B poppome Manbuuk noayyan ¢oToTepanuio, HaxoLusCcs
Ha rPyAHOM BCKapMiuBaHuM. Ha 6-e CyTKM XU3HW KOHLEHTpa-
uus obwero 6uNMpy6MHa cHU3MNach fo 194 mkmonb/n, pebeHok
6b1n BbiNMcaH foMoi. Macca Tena npw Beinucke — 3640 .

Mocne BbLINUCKM M3 POAAOMA COCTOsHWe pebeHka Oblno
VOOBNIETBOPUTENbHBIM, Y MATePU Kanobbl OTCYTCTBOBANM, XOTS
PETPOCNEKTUBHO OHA OTMeYana, YTo ManbyuK BCEraa Obin BANbIM
¥ TMNOJMHAMUYHBLIM, MHOTO cnan. lMocne 14 cyToK XW3HU MaTb
cTano 6ecnoKoMTL NOABIEHME OTLENSAEMOrO U3 MyMKa, YTO 3acTa-
BUJIO ee 00paTUTLCA K y4acTKoBOMY neauatpy. PebeHka Hanpa-
BUNM K XMPYPry, OblI0 NPOBELEHO LPEHMPOBAHME MYNOYHOM
paHKu1, Nocie Yyero ManbyuK NOCTYNUA B OTAENEHWUE NaTONOrUM
HOBOPOXAEHHBIX AN NeYeHns omdanuta.

Mpu nocTynneHnn B OTAENEHUE: COCTOSHWE pebeHKa CpeaHen
TAXECTW 33 CYET HEeBPOJIOTMYECKOro CTaTyca, CO3HaHMe ACHOe.
[lBuratenbHas akTUBHOCTb OblNa CHUKEHHOM, ABUXKEHUA OTMe-
Yanuch TONBKO B AUCTANbHBIX OTAENAX KOHEYHOCTel, obpalany
Ha cebs BHUMaHWe Auddy3Has MbileYHAs TMNOTOHUS U TUXMH,
HEOXOTHBI KpUK. V13 pu3nonornyecknx pecnekcos Bbi3bIBaNUCh
HekoTopble pedieKcbl OpanbHOro aBTOMatTM3Ma (MOMCKOBBI,
X00O0TKOBBI, cocaTenbHbiil) U cnabelit pecdnekc PobUHCOHa,
ocTanbHble pednekcel oTcyTcTBoBanu. OTmeyanacb cybukTe-
PUYHOCTb CKNEp M KOXM o 2-i cTeneHun no Kpamepy. bonbwoi
pofHUYOK umen pa3mepsl 1 x 1 cM 1 He 6bin HanpsxeH. NeyeHsb
go 1,5 cm BbicTynana us-nog pebepHoit Ayru, nanbnuposancs
Kpai ceneseHku. B mynouyHoii paHke Gbin YCTAHOBNEH ApeHax,
0TMEYaNUCb YMEPEHHas rMNepemMms 1 0TEYHOCTb TKaHelh nynouy-
HOrO KONbLA, NYNOYHbIE COCYAbl HE NanbNMPOBANUCH.

Co cnoB matepu, y ee cecTpbl, KOTOpas MpOXWBana C HUMM
B OAHOW KBapTMpe U GbiNa B NOCTOSAHHOM KOHTaKTE C peBGeHKoM,
B TeUEHMEe NocNeHuX 2 Hefenb HabMo[aNnock 060CTpeHne rep-
neTnyeckom nHdekunm 1-ro Tuna.

YuuTbiBas sBneHus omdanuta, a TaKKe HeBPONOTrUYECKUN
cTatyc pebeHKa U faHHble aHaMHe3a (BbICOKWII pUCK UHDULK-
pOBaHMA BMPYCOM MPOCTOr0 reprneca), MajabyuKy HasHayunu
cnepytowee nevyeHue: Le@oTakKCUM BHYTPUMbILLEYHO, WHTEp-
tepoH anbta-2b (cBeuwn), auMKNOBUP BHYTPUBEHHO, MECTHas
06paboTKa NynoyHom paHKu.

Mpu npoBefeHUn 06CNef0BaHNUS CO CTOPOHBI 0BOWUX aHANU-
30B KPOBM U MOYM NATONOTMYECKUX U3MEHEHUIT HE OTMEYaNoCs,
OGUOXMMUYECKMUIA aHANWM3 KPOBM MOKasan Hebo/blioe NoBbI-
WeHne nokasateneit obuero 6unupybuHa (o 68,6 MKMonb/N,

npsmas dpakuuas — 7,5 MKMOb/N) M wWwenoyHoi docdartassl
(Bo 492 Ep/n). B 6aknoceBe 13 MynoyHoi paHKK OTMEYEH 30/10-
TUCTbIA CTaMNOKOKK B fiMarHoctuyeckom tutpe. lMpu aHanuse
kposu metogom [LP o6HapyxeHa OHK uutomeranosupyca;
[IHK Bupyca npocrtoro repneca He BbisiBfieHa. PebeHKy nposenu
NIOMOANbHY0 NYHKUMIO: MO [AaHHbIM KIMHWYECKOro aHanusa
JIMKBOPA, NaTONOrMYeckne W3MeHeHUs OTCYTCTBOBaNW; uccre-
JoBaHue nuksopa metopom [LP Ha Bupyckl npocToro repneca
¥ LMTOMEranoBMpycC Aano oTpuLaTesibHble pe3ynbtaTsl. B aHanu-
3ax KpOBM Ha MMMYHOMOOYMHBI knaccoB M u G k BUpycam npo-
CTOro repneca v LMTOMEeranoBupycy 6biiu 06HapyeHbl TONbKO
IgG c Bbicokoit aBupHOCTbIO (90% M 95% COOTBETCTBEHHO).
McTonornyeckoe UccnefoBaHue NiaLEeHThl BbIABUIO MPU3HAKM
04aroBoro NMMMOLMTAPHOTO XOpMoaeLMaynTa, 0CTPOro AMMdo-
LMTapHOro 6asanbHoOro Aeuuayura.

Ha HeilpocoHorpamme y pebeHka oTMeYanacb BEHTPUKYNO-
Aunatauus (Bbicota Ten GOKOBbIX Xenynoykos — 10 MM, none-
peyHbll pa3mep 3-ro xenygoyka — 8 mm). Mpu Y3 opraHos
OpIOLWHOM NONOCTM OOHApyXMBanach yMepeHHas CrnjeHoMe-
ranus. PeGeHOK Obll OCMOTPEH HEBPONOTOM, KOTOPbIA peKo-
MeHAOBaN nposefeHune 3nektpomuorpacduu. CTUMYNALMOHHAS
anekTpomuorpadus BeisBuna rpyboe akcoHanbHoe AuddysHoe
nopaKeHe MOTOPHbIX BONIOKOH BEPXHUX U HUKHUX KOHEYHOC-
Tel NpyU COXPAaHHOM CEHCOPHOM OTBETE, MPU3HAKW NepejHepo-
rOBOT0O NOPaXeHus.

Y4nuTbiBas pe3ynbTaThl NPOBELEHHOr0 0b6CnefoBaHus, pebe-
HOK 6bin HanpaBfieH Ha KOHCYNbTaLUMIO TeHEeTUKa, KOTOPpbIi
pPEKOMeH0BaN NpOBeAeHUe MOJEKYNAPHO-TEHETUYECKOrO
obcnefoBaHnas — nouck geneumn B reHe SMN1 ansa ucknioye-
Hus CMA. CemeiiHbli aHamMHe3 MO HacneAcTBEHHbIM (reHeTu-
YeckuM) 3aboneBaHUsM, CONMPOBOXAAILMMCS MbILIEYHON Cna-
60CTblo, CO CNOB MaTepu pebeHka U BAMKANWNX POACTBEHHU-
KOB, He OblJ1 OTATOLLEH.

Manbunka ocmoTpen LeTCKuit MHDEKLMOHUCT, NOCTABUBLUNIA
LMarHo3: BHymMpuUympoOHAas aKMUBHAS YUMOMe2a108UPYCHAS
UHGeKyus, 2eHepanu308aHHAsA, O0CMpoe meyYeHue, BO3MOXHO,
8 coyemaHuu ¢ 2epnec-supycHoll uHgekryuel. K nederuio 6bin
Lo6aBreH aHTULWUTOMEranoBUPYCHbIN UMMYHOMOOYIUH yYeno-
Beka (pebGeHOK nonyuun 5 BBeAeHuWil yepes feHb). Pesynbstar
KOHTPONbHOTO aHanu3a KpPoOBW Ha LUTOMEranoBMpyC METOAOM
MUP nocne nedeHns 6bi1 OTPULATENBHBIM.

Yepes 2,5 Hepenu nocne noctynieHus pebeHka B oTAeNeHME
npuwWen pe3ynstaT reHeTUYeckoro uccnepnosanus u3 LeHTpa
MonekynspHoii reHetukn (r. Mockea): «Y npobaHpa 3aperu-
CTpUpOBaHa Aeneuns 3k30HoB 7-8 reHa SMNI B romo3nUroTHOM
cocTofiHuK. [lMarHo3 CnuMHanbHON MblleYHO! atpodun noa-
TBEPXAEH MONEKYNAPHO-TEHETUYECKMMU METOAMUY.

3a BpeMms npebblBaHUA B OTAENEeHUM coCTosiHMe pebeH-
Ka ynyyqylWwunock: ABNeHUs omdanuta KynupoBanucb B Teye-
HUe 5 CyTOK, WUCYe3na XKenTyxa, PerpeccupoBans CUMNTOMb
aKTUBHOM LMUTOMEranoBupycHon WHdekumn. Manbymk Haxo-
AWICS Ha TPYLHOM BCKapMAMBAHWM, CTabuibHO Habupan Bec
(3a 3 Hepenu npeGbiBaHus B oTAeneHwuu npubasun 820 r).
K MOMEeHTy BbINMUCKM CO CTOPOHbI HEBPOJOrMYECKOro cratyca
KaKoM-11b0 CylecTBEHHOW [MHAMUKM HE OTMEYanoCh: COXpa-
HANUCL Auddy3Has MbleYyHas TUNOTOHWUA W runopednek-
cus. AKTUBHBIE OBUMKEHUS HAbNOAANUCH TONBKO B AMCTANbHbIX
oTHenax KOHeYHOCTeW, nanbLax pyK WM HoOr, WeWHOM OThene
NO3BOHOYHMKA, NPU ITOM NACCUBHbIE ABUXKEHNS B KOHEYHOCTAX
NpUCYTCTBOBANM B NOJHOM 00beMe. ManbyuK afieKBaTHO pearu-
poBan Ha ocMOTp, MKCMPOBaN B3MNAL, CNeANUN 33 NpesMeToM,
ynblbancs, Havyan rynutb. 06palwano Ha cebs BHUMAHWE OYeHb
TUX0€, C1aboe YnxaHue.
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PebeHok 6bln BbINMCAH M3 OTAENeHWs B Bo3pacTe 1 mecsua
7 OHell C [MArHO30M: BHYmMpUYmMpOOHAs LUMOMe2an08UpyCcHAs
UHQeKyus, aKmusHas, 2eHepaau308aHHAS, Nepuood peKoHsasec-
yeHyuu. CnuHanbHas molweyHas ampogus BepoHuea — logmara.
[HoUHbIt ompanum. PeyunueHm npenapamos Kposu. [apmoHu4Hoe
¢u3suyeckoe pasgumue, mesocomamomun. [pynna 30oposssa V.

3AKNHOYEHUE
K coxaneHuto, Ha CErofHAWHNA AeHb He CylecTByeT narore-
HETUYECKUX METOLOB NleYeHUs CMUHANbHOWM MbILEYHOW aTpo-
tumn (CMA), cnocobHbIX yAyylWUTL TeueHUe 3a00NeBaHus, XOTs
1 NPOBOJATCA MHOrooGewalolWmne UCCIeA0BaHNA C NPUMEHEHU-
€M METO/I0B FeHHOM UHXXEHepUU, HanpaBieHHbIe Ha «UCTpaBe-
Hue» myTauuu reHa SMN1 [6, 7].

B npuBefeHHOM KIMHMYECKOM Cly4Yae UMEeNo MecTo coyeTa-
HUe y 04HOT0 60JIbHOTO ABYX KOHKYPUPYIOLLMX [UATHO30B, HECO-
MHEHHO, OKa3bIBaBILUMX BAUSHWNE HA KIMHUYECKYIO CUMMTOMATU-
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VIHCbeKLI,VIOHHOFO dHaMHe3a maTepu, HaBoauno Bpaqeﬁ Ha MbICIN
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AnarHocTMpoBatb y 601bHOro CMA, HECMOTPS Ha HanW4Ke y Hero
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