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PE3IOME

Cnunannama MyckyniHa ampopus e 2eHemut-
HO 3abons6aHe, XAPAKMePUSUPAU0 ce ¢ OezeHepa-
Uus Ha npeoHume poea Ha 2PLOHAUHUSL MO3DBK, KOe-
mo 600u 00 myckynHa ampodus u cnabocm. Cnu-
HATHAMA MYCKYTIHA AMPOPUS e A6MO30MHO pelje-
cusHo 3abonasare 6 95% om crywaume. I[puuursea
ce 0m XoMo3ueomHa Oeneuust unu mymavusi 6 5q13,
0mMez060peH 2eH 34 PYHKUUAMA HA MOMOPHUIME Hes-
poru. Texecmma Ha cnuHanHama MycKkyniHa ampo-
Pus e cunHo NPOMeHIUBA U KTUHUYHUME CUMNITOMU
mozam 0a 6v0am Knacuuuupanu 6 4emupu ocHos-
HU MUNA 63 0CHOBA HA 8B3pacmma Ha nosea. Vima
207IAMO BBNIHEHUE 6 MEOUUUHCKAMA 00ULHOC, bl
KAmo HAKOIKO mepanesmutHu azeHmu ca 6Unu Hac-
K0po 0000peHU 3a fleueHue HA CNUHATTHAMA MYCKYIl-
Ha ampopus. Bonpexu mosa mexHusm 0v120cpo-
ueH epeKrm 8vPXY MYCKyIHAMa c1abocm He e HANvI-
HO U3BecteH.

KniouoBu gymu: cnunanuia myckynna ampopus, mun
0, npenamanen
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ABSTRACT

Spinal muscular atrophy (SMA) is a genetic disor-
der characterized by degeneration of the anterior horn
cells leading to muscle atrophy and weakness. SMA
is an autosomal recessive disorder in 95% of the cas-
es. It is caused by homozygous deletion or mutation in
the 5q13 survival of motor neuron gene. The severity
of spinal muscular atrophy is highly variable, and the
clinical features can be classified into four main types
based on the age of onset. There is a great excitement
in the field since some therapeutic agents have been
recently approved for the treatment of spinal muscu-
lar atrophy. However, their long-term effect on muscle
weakness is not completely known.

We present a case of the most severe prenatal type
0 of spinal muscular atrophy. The newborn was a ho-
mozygotic carrier of the mutation and survived only
for 2 months after delivery.
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BBbBEJJEHME

TepmyHBT crivHamHa MycKymHa aTpodusa (CMA)
Ce OTHACA JI0 IPyIIa OT TeHeTUYHM 3a00/IABAHNA, Xa-
paKkTepusMpaly ce C JlereHepalys Ha IpeJHNUTe
pora Ha pbOHAYHVA MO3BK, KOETO BOZIU JJO MYCKYJI-
Ha aTpo¢us u cmaboct. CrmHamIHaTa MYCKy/IHA aT-
podust e aBTO30MHO-peliecCBHO 3a00/sIBaHe, KOETO
€ pe3y/ITaT OT XOMO3UTOTHA Ae/IeLVIs VI MyTalLus
B 5q13 reHa, OTTOBOpeH 3a QYHKIMATA HA MOTOPHU-
Te HEBPOHM. B rolsIMO MYITMETHMYECKO ITPOyYBa-
He 32 TeCTBaHe HAa IPOM3BOJUTENTHOCTTA, TeHETNY-
HJI TeCTOBE 32 OTKpMBaHe Ha Hocutenu Ha CMA, 06-
1jaTa Hocellla YeCToTa e eIMH Ha 54 ¢ yectoTa 1 Ha
11 000 (1). Texxectra Ha CMA e CMJIHO IIPOMEH/IHN-
Ba Vi KIMHUYHUTE CUMIITOMY MOTaT Jja O'bIaT K/1acu-
¢$unypaHu B YeTUPY OCHOBHM (PEHOTUIIA B3 OCHO-
Ba Ha BB3PACTTa Ha MMOsIBA U IIOCTUTHATATA MAKCHU-
MajTHa ABuraTenHa yHkuys (2). Vima ronsaMo BbiI-
HeHNe B MeUIMHCKATa OOLIHOCT, Thil KaTO HSKOJI-
KO TE€PAIIeBTUYHM areHT ca OMIn HacKopo ofobpe-
HI 3 JIedeHle Ha CIMHA/THATa MYCKY/IHa aTpoQusl.
Bbrpekn TOBa TEXHUAT ABATOCPOUEH ePeKT BBPXY
MYCKY/THaTa C1aboCT He € HaII'BTHO U3BeCTeH (3,4).

M3BectHn ca 4 xnyaNYHEN TNma Ha CMA, xaro
MMa TIPABOMPONOPLMOHAHA 3aBUCUMOCT MeEX-
[y Ha4aj0TO Ha CUMIITOMATMKaTa M TEXeCTTa Ha
3abomsBanero (5,6). Tum 1 e Hait-Texxkata dopma
Ha CIIMHA/THA MYCKy/nTHa arpo¢us. Ha Hes ce gbi-
xar 50-70% OT caydauTe Ha 3a00/NABAHETO B JieT-
cka Bb3pacT. Cumnromure Ha CMA tun 1 (6omect
Ha Werdnig-Hoffman) sanousar npes nbpBute Me-
celM OT )KMBOTa Ha HoBopopeHnute (7). B nskmoun-
TEHO PeJKUTe CIyday, KOraTo 3all0uBa BBTPEYT-
PpO6HO TIpes3 MmocC/efHNTEe Mecelyt OT OpeMeHHOCTTa
C IUCKPETHO HaMaJIsIBaHe Ha JIBUTaTelHaTa aKTVB-
HOCT Ha IUIOfja, Ce O3HayaBa CBIIO KAaTO IIpeHaTa-
neH i 0. IIpy npenaranuus Tun va CMA HoBOpO-
JIeHNTe Hall-4eCTO 3arMBaT Ipe3 II'bPBUTE 6 Mecela
CJIef; paK/JaHEeTO OPa/iY TeKKATa JUXaTeTHa U Cbp-
meyHa HemoCTaTbuHOCT (8,9). [lemara ¢ TuII 2 Ha CIIu-
HaJTHaTa MYCKYJIHa aTpogusi OOMKHOBEHO pPa3BU-
BaT MYCKY/IHa c1abocT Mexxy 6-u 1 18-u meceu. Te
He MOTaT Jja CTOSAT IIPaBy VI JIa XOIT 6e3 mojiKpe-
Ia, UMaT 3a6aBeHO MOTOPHO pasBUTHE, JIOIIO HaJ-
flaBaHe Ha TervIo, craba Kalummia, GpuH TpeMop Ha
pblieTe, KOHTPAKTypM Ha CTaBUTe U cKommosa. Tum
3 Ha CIMHA/IHAaTa MYCKy/IHa aTpodus (HapedeH 60-
nect Ha Kugelberg-Welander mnn mmagesxxkn tum) e
no-7eka (popMa Ha CIIVTHa/THA MYCKY/THA aTpOQus OT
tunose 0, 1 v 2. CUMIITOMUTE Ce IOSABSABAT MEX-
Iy PaHHOTO JeTCTBO (Ha BB3pacT Haj 1 ropmHa) n
IOHOIIECTBOTO. XOpaTa C TUII 3 MOTaT Jja CTOST Ipa-
BU U Ja XOAAT 6e3 IOMOIL, Te OOMKHOBEHO IyOsT
Te3U CIOCOOHOCTU MO-KBCHO B XXuBOTA. ChllecT-

BYBAT M IpyT [iBa BY/ja CIIMHA/IHA MYCKY/IHa aTpo-
¢usa — tun 4 n tvn Finkel, konto ce nosaBaABar B 3ps-
J1a Bb3PacT, 00MKHOBEHO crefi 30-ToAMIIHa Bh3pacT.
Tun Finkel ce HacnenABa aBTO30MHO-TOMIHAHTHO
(10,11).

KJIVMHUYEH CIIVYYA

IIpencraBamMe KIMHMYEH COy4Yall Ha HOBOPOZE-
HO C'bC CHVMHATHA MYCKY/IHA aTpods, IpeHaTaleH
tun 0. Marikara e 38-roguiHa IbpBOPAXKAAILA, 6es
HIpUApy>KaBaliy 3a00/sABaHMs, KaKTO U 0e3 JaHHU
3a HaC/Ie[[CTBeHN 3a00/IsIBAHMSI OT HEJHa 1 OT CTpa-
Ha Ha 6ajara. PuckoB dakTop mpu mMaiikaTa e mpef-
XOXKJallaTa JamapOCKOIICKa MMIOMEKTOMMSA IIpe3
2018 r. Maiikara He e paboTH/Ia BBB BpefHA Cpefa
U He e 3/7I0ynoTpedsBaja ¢ aJKOXOM U TIOTIOHOIY-
1IeHe rpe3 OpeMeHHOCTTa. bpeMeHHOCTTa IIpOTHYa
0e3 yco>kHeHus. VI3BbpIleH e IpeHaTajleH HeMHBa-
suseH JJHK rect 3a xpomosomHn aHOManmuu B 12-a
I.C., KakTo 1 ¢eranna mopdornorus B 13-a n 18-ar.c.
BrieyarneHue nmpasele NepcUCTUPALLOTO CelaINIL-
HO IIpeJjie’KaHNe Ha IUIOAA OT 27-a I.C. B0 paXkpa-
HeTo. B 37 r.c. ce ochbIecTBY 1I€3apOBO CeYeHe I0-
pagu 3amovHajza pofoBa AEMHOCT, IpegxoXaalla-
Ta JIAIIAPOCKOIICKA MMOMEKTOMMUSA U CEeNaTNIIHOTO
npepiexxaHne Ha Iopa. Excrpakyusara Ha mioga
OT Cefja/IMIIHO Ipefiexxanye o bpaxr no Bpeme Ha
11€3apOBOTO CeueHNe ce OTAafie JIECHO, HO Olie IpU
HOJXBalllaHe Ha Cea/INILeTo, IVIOABT Oellle n3pase-
HO xunotonnyet (r.Hap. floppy baby). Poxgu ce mom-
ge ¢ Terno 3120 T, pwet 50 cm, AIITAP Ha 1-Ba Muny-
Ta - 3, Ha 5-a MuHyTa - 4. Cj1e; paXKZaHeTo He ce yc-
TaHOBU e(i)eKTI/[BHO CIIOHTAaHHO ANIIAaHE, KOETO Ha-
JIOXXKU I/[HTy6a]_U/[}I n anapaTHa BEHTIIAIMA HA HO-
BOPOZIEHOTO, KOETO Oellle ¢ TeXXKa reHepaTnsnupaHa
XUIIOTOHUA N I/I3paSCHI/I IDTBTHM OTOLIM IIO IIAJIOTO
T51710, 0CO0€HO 110 Aytanu u xogua (pur. 1).

Que. 1. Ho6opodeHo coc cnuHANHA MYCKyIHA AmpoPus,
npenamaner mun 0, Ha ANAPAMHA BEHMUNAUUS U
HA302aCMPANHA COHOA
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Pappk cnyvait Ha CIMHATHA MYCKY/THA aTpo¢us: IIpeHataneH tui 0

ITocTaBsiHETO Ha AMArHO3a Ce OKasa IpefN3BU-
KaTeJICTBO U JUATHOCTUYHMAT a/ITOPUTHM 3a[0YHA
CbC cepust OT TaOOPATOPHY U MHCTPYMEHTATHU 13-
cnenBaHus. Exokappguorpadusita yCTaHOBK BpOJie-
Ha chppiedHa ManpopManus — alnKaaeH MeX/ yKa-
MepeH fiedext. Exorpadmsita Ha KOpeMHHU OpraHu,
KaKTO ¥ TpaHCOHTaHenHaTa exorpadus 6sxa Oe3
otkoHeHMsA. OT 1ab. n3cnIeBaHMA JIeKO Ce OTYeTe
HeCUTHU(VKAHTHA XUIIepOMIMpyOorHeMus, a OCTa-
Ha/IVITe U3C/IeABaHM II0KasaTeny 6sxa B HopMma. V3-
BBPIIN Ce IMTOTeHeTHYeH aHaIu3, KOMTO IOoKas3a
HopMmasieH kapuotut 46, XY, 6e3 OpoiiHI U CTPYK-
TYpHU XpOoMo3oMHM abeparyn. VIHTepec mpencTa-
B/IsIBallle KbCHOTO [MArHOCTUI[MpPaHe Ha (PaKTy-
pa Ha Imadusara Ha JJleCeH XyMepyc Ha CeMus JieH
cen, paxpaHero. Tosa ce mbkemre Ha pakra, 4ye
HOBOPOJICHOTO He MOXKellle /ja OCBIIECTBABA ABVKe-
HIISI Ha KPaTHUITE U TIOCTIIaPTa/THISI TeHePaTn3u-
pas oTok. He crana sicHo fanu dppaxTypata e BCef-
CTBUE Ha MaHYaJHNUTe MaHUITYAl[UN 10 BpeMe Ha
eKCTPAKLMATA Ha IJIOfA OT CefA/INIIIHO IIpefIexKa-
HIe W/IM € Bb3HMKHA/IA CIIOHTAHHO IIOPaJyl TeXXKa-
Ta MycKynHa aTpodus. OT HEeBPOIOTMYHIS CTATYC
Ce YCTAHOBM TeXXKa eHepaIn3ypaHa MyCKy/IHa XU-
HOTOHNS, GaCUMKY/IAlMy Ha e31Ka, JIUIICA HA CIIOH-
TaHHU JBVDKEHMSI, MHOTO BsIa MUMMKA, JIUICA Ha
CyKaTeJIeH ¥ PyTy HeoHaTa/IHy pedekcu. [lnaruo-
3aTa Gellle MOCTaBeHa CyIef] KOHCY/IT C TeHeTVK I pe-
3yJITaT OT HACOYEH 32 CIIMHA/IHA MYCKY/THA aTpodus
JHK rect. YcTaHOBU Ce XOMO3UTOTHO HOCUTE/ICTBO
Ha JIe/IelVisl Ha Lie/Iis TeHOMEH PeryioH B eK30H 8 Ha
Survival Motor Neuron (SMN)-1 rena Ha 5-a XpoMo-
3oma. YcraHoBu ce u 1 6poit korre Ha SMN-2 reHa,
KOETO Ce CBBP3Ba C IO-TEXXKO IPOTHUYAHE. YCTaHO-
BUXa Ce U [APYTU [iBe MYTAL[My C HESICHO 3Ha4YeHNe
B ITGA7 u SPEG rena. [Ipes uenus 60nHm14eH mpe-
CTOJ HOBOPOZIEHOTO Oellle Ha MeXaHMYHA BEHTM/IA-
1y, C aTOHMs, apediekcusi, oOMIHA CaluBaLus U
3apbplIN C exitus letalis Ha ;ByMeceyHa Bb3pacT.

OBCBHKIJAHE

CrnmHamHaTa MYCKy/IHa aTpodus e Hail-4ecTo-
TO 3a60/IsIBaHe HAa CIMHATHUTE MOTOPHU HEBPOHU
U MOXKe Jja ce MaHuQecTpa 10 BCIKO BpeMe Clief
paXKIaHeTo [0 3psila BB3pacT. [Iporuosara Ha 3a-
0o/sIBaHEeTO e HeOIArONpMATHA Y Bapypa B 3aBUCH-
MOCT OT TUIIa ¥ HA9a/I0TO Ha cuMmToMarnkara (12).

CnyHa/mHaTa MYCKY/IHA aTpodusi BOAU [0 TeX-
Ka MHBA/IN/IM3aLMs 1 B/IOIIABA KaueCTBOTO Ha XKU-
BOT Ha NaIeHTuTe. Tepanusara e OCHOBHO IIOANbP-
Kalla, a MOXOABT KbM 3a00/IsIBAHETO MYITUVIC-
nuiinHapeH. IenTa e fa ce HoAgbp>ka Bb3MOXKHO
Hall-[/B/ITO JOODBp CTAaHAAPT Ha XXUBOT B HOMALIHA
YCIOBUSA M MUHMMaJIeH Opoit xocrmuranusanyn (13).
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brnaropmapenne Ha HallpeJbKa Ha yU4eHNTeE C pas-
rajlaBaHeTO Ha INAaTO(U3NONIOrMATA Ha 3a00yABa-
HeTO IIpe3 MOC/efIHUTe TOAVHY Ha (papMaleBTIY-
Hus nasap B EBpona u CAIll ca ogobpenn 3a nede-
Hre Ha CMA Tpu neKapcTBeHM Ipemnapara, Ha KOM-
TO Ce Bb3J/IaraT rojieMy HaJeX/u 3a TSAXHaTa edek-
TUBHOCT. Bce olle HAMa JOCTaTBYHO JJaHHU OT Ha-
O/MI0fIeHNeTO Ha MALMeHT, JIEKYBaHM C Te3) JIeKap-
CTBA, 32 TEXHUA JBITOCPOYEH e(eKT ¥ Ipoduia MM
Ha 6e3omacHocT (14).

Hammar cioyvaii 3aBbpLIM C eK3UTYC Ha HOBO-
POIEHOTO /iBa Mecelja c/lefl pa>kKIaHeTO, MAJIKO CIef
noctaBgHe Ha amar"Hosata CMA tum 0. YcnexsbT B
IIOCTaBsAHETO HAa AMArHos3aTa JaBa IIAaHC HA POAU-
TeJINTE 33 pak[aHe Ha 37paBO JeTe, BBIPEKN HO-
CUTE/ICTBOTO U OT ABaMaTa Ha MyTaHTHMUS I'€H, U TO
6marogapeHye Ha Halpe’bKa Ha UHBUTPO TEXHOIO-
TMKTE B CbUeTaHMe C IpeyMIIAaHTALMIOHHA AMarHo-
cruka (15).

brnaropmapenne Ha IpocCIepuTeTa Ha ChBPEMEH-
HaTa MefIMI[VHA CIIMHA/IHATa MYCKy/THa aTpodus B
O'bpele I1le IOMAaHE B KATeTOPMATA Ha lepUHUTHB-
HO JIe4YVMITe 3a00/IABaHNA U 1Ie Jjajie TIACHK B JIe-
YeHMeTO U Ha JPYTY HaCTIe[[CTBEHM 3a00/IABaHMS C
TeXKKa IIPOTHO3a U JIeTa/INTET.
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