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Cnunanvhuie moiueurivie ampoghuu (CMA) — epynna eenemuuecku eemepo2eHHbIX HACAeOCMBEHHbIX 3a004e6aHUll, 00YCA068/AEHHbIX OeceHe-
pauuell MOMOHEPOHO8 NepeoHlUX PO208 CNUHHO20 Mo32d. Boavuurncmeo unganmunvrbix eapuanmos npokcumanvibix CMA nacaedyemes
aymocomHo-peyeccusro. Mot npedcmasasiem onucatue desouxu ¢ msaxceavim gapuanmom CMA 6 couemanuu ¢ 6podicoeHHbIMU nepeaoma-
mu. Tlpedcmaeaennwiii Hamu cay4aii noomeepicdaem npeonosolceHue 0 03MOICHOCIU AYMOCOMHO-PEUECCUBH020 MUNA HACAe008AHUS
2moeo pedkoeo eapuanma CMA.

Karouesnle caosa: cnunanvhas moluievHas ampousi, 8posicoeHHble nepeaomsl kocmeil, een SMNt, ocmeokaacmot

A case of diagnosis of proximal spinal amyotrophy with congenital fractures
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Spinal muscular atrophy (SMA) is a heterogeneous group of disorders characterised by the loss of motor neurons in spinal cord. Autosomal
recessive infantile proximal SMA is the most common forms of the disease. We report on a female with a severe form of spinal muscular
atrophy and congenital bone fractures. We presented the case suggests the possibility of AR type of inheritance of this rare variant of SMA.
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Bsepexue

CrnuHanbHas MblmedHast atpodust (CMA) — rpyrma
TeHEeTUYECKH TeTepOTeHHBIX HACIeACTBCHHBIX 3200JICBaHIIA,
00YCITOBJICHHBIX IeTeHePALIeld 0-MOTOHEHPOHOB ITePEITHIX
POTOB CITMHHOTO MOo3ra. KiImHMYecKre CMMIITOMBI Xapak-
TEPU3YIOTCS HapacTamlleil c1aboCThI0 MPOKCUMATBHBIX
W/VIIA IUCTAJILHBIX TPYITIT MBI, TUITOTpOMUEe 1 yraca-
HHEM CYXOXWIbHBIX pediekcoB. K HacTosiieMy BpeMeH!
MICHTUDHUIIMPOBAHO O0KOJI0 20 TeHEeTMYECKUX BapHaHTOB
CMA, xapaKTepU3yIOIINXCS pa3TUIHBIM BO3PaCTOM MaHH-
decTalu MU TSKECTU KIMHUYECKUX MposiBieHuit [1].
Hawnbosee 3mo0kauecTBEeHHOE TEUCHUE OTMEUAETCS y 00Ib-
HbIX BapraHtaMu CMA, MaHN(DECTUPYIOIINX C POXKICHUS
(CMA 0 Tmia) v B TiepBbIe Mecsibl Xu3Hu (CMA 1 Tuma).
OnucaHbl 5 Ho30morn4ecknx (popm MHPaHTUILHBEIX CMA,
TSI KOTOPBIX YCTAHOBIICHBI TUITHI HACJICIOBAaHMS M OIIpe-
neneHbl 3tuonorudeckue dakropsl [1]. IlokazaHo, uTto
HanOOJIbIIIee KOJIMIECTBO TEHETUIECKIX BAPMAHTOB HacCIe-
JIyeTcsl ayTocoMHO-pereccuBHO (AP). Okoso 95 % 3aboe-
BaHUIT 3TOM TPYIIIHI IIPEICTaBIeHO 00e3HbI0 Bepmaura—
Topdomanra (OMIM: 253300), 00yCIOBICHHON MYyTALIUSIMU
B reHe SMNt (reH BBDKMBAacMOCT MOTOHEMPOHOB) [2—5].
JBa apyrux AP BapmnanTta — BpoxaeHHass CMA ¢ TTIOHTO-
uepebesuisipHoii runoruiasueit (OMIM: 697596) u CMA
¢ mapainudoM auadparmel (OMIM: 604320), oOycioBiIeH-
Hble MyTaLsiMu B reHe VRKI v IGHMBP2 cooTBETCTBEHHO,
BCTpevaroTcs KpaiiHe penko. OmmcaHbl TakKe X-CIeTUIeH-
HBII pelieccuBHBIN BapraHT CMA ¢ BpOXIECHHBIM apTpo-

rpuro3oM (OMIM: 301830), TpruIMHOM KOTOPOTO SIBJISTIOT-
cg Mytauuu B TeHe UBEI, m ayTOCOMHO-JOMWHAHTHBII
BapHaHT Hemporpeccupyforieir CMA ¢ TIpernMyIiieCTBeHHBIM
MopaxeHrueM HIXKHUX KoHeuHocteir (OMIM: 600175),
00yCIIOBICHHBIN MyTalsIMA B TeHe 7RPV. Dtronorus ere
3 BpoxxmeHHBIX BapraHToB CMA: ¢ BpOXXKIEeHHBIMHM TIEpesIo-
Mamu (OMIM: 271225), mukpotedamueit (OMIM: 271110)
¥ YMCTBeHHOI1 oTcTanocTeio (OMIM: 271109) — no HacTo-
SIIIIETO BpEMEHU HEW3BECTHA, YTO CBSI3aHO C OIMCAaHHUEM
JINIIh IUHWYHBIX CeME ¢ HaIMYueM OOJIbHBIX C STUMM
ocnoxxHeHHbIMU hopmamun CMA. B ¢BSI13U ¢ 3TUM TIpeIcTaB-
JITIOT MHTEPEC COODIIEHMS O KaXXIIOM HOBOM CJTydae 3TOU
PEIKOI ITaTOJIOTUN, KOTOPEIE MOTYT CIIY>KUTb IIOATBEPKIC-
HHEM ee HO30JIOTUIECKOI CAMOCTOATETFHOCTH! 1 TIO3BOJIST
YTOYHUTH THII HaCJICIOBAHNS.

OnucaHue KNUKHUYECKOro cny4as u obcyxueHue

IMox HamumM HabGMONEHUEM HAXOAMUJIACh S-MecsauHast
MaleHTKa ¢ COYeTaHWEeM CHMIITOMOB ITPOKCHMATbHOM
CMA, MHOXECTBEeHHBIX BPOKICHHBIX IIEPEJIOMOB, apTPO-
TpUITo3a M aMHUOTUYECKUX TepeTsikeK. JleBouka pomm-
JIach Y MOJIOIBIX, 3MOPOBBIX POMMUTENICH, HEe CBSI3aHHBIX
KPOBHBIM POIICTBOM, OT IEPBOM, (PM3MOIOTUIECKHU TIPO-
TeKaBIlleit 0epeMEHHOCTH, B CPOK. PoIbI B Ta30BOM mIpe/-
JIeXaHuu, cTpeMurtenbHble. Bec mpu poxnenum 3170 T,
mmmHa 53 cMm. OtueHka 1o Arrap 7/8 6aioB, 3akpudana
cpagy. C poxaeHust y pedeHKa 00HapyKeHbI AeopMan
danaHr 00enx KUCTEl 1 CTOIT B pe3y/IbTaTe aMHUOTHIEC-
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Puc. 1. Buewnuii 6ud 6oavhoil 6 éozpacme 5 mec ¢ npokcumansioit CMA
€ 8POJNCOCHHBIMU NEePeNoMaAMU

KUX TIepeTsDKeK, BapycHas aedopMaiims CTOI, a TakKKe
KOHTPaKTYPBI BCEX KPYITHBIX CYCTaBOB, UTO paclleHMBa-
JIOCh KakK TIposBiieHHe apTporpuiosa (puc. 1). Kpome
3TOTO, B IIEPBBIC CYTKU KU3HM Y peOCHKA BBISIBJICHBI II¢-
PEJIOMEI JIEBO OeAPEHHOI KOCTH CO CMEIIICHUEM 1 3aKPhl-
THII TIepeIoM O0EHX IUICYEBBIX KOCTEH, IO ITOBOAY Yero
pebeHOK M3 pomIoMa MOCTYIIIII B OTIAEICHNE XUPYPIUU
HoBopoxaeHHBIX JITKB No 13 . MockBbl. C poxXaeHMS
y I€BOYKH OTCYTCTBOBAJI aKTUBHBIC ABIKCHUS B KOHEU -
HOCTSIX, a COCaTeJIbHBIN U TJI0TaTEIbHBIN pethIeKChI OBLIN
3HAYNUTEJIBHO OCJA0JIeHBI, YTO ITOTPeOOBaJIO IIepeBOIa
pebeHKa Ha 30HAOBOe KopmieHue. [1pu HeiipocoHOTpa-
¢um B Bo3pacte 2 THEW CTPYKTYPHOI ¥ 0YarOBOI MAaTOI0-
Uy He BEISIBIIeHO. [1o mJaHHBIM KOMITBIOTEPHOI TOMOTpa-
¢um (KT) Kocteii ckeneta B Bo3pacTe 2 THEI BBISIBICH
IepesIoM 00eHX IJICYeBBIX KOCTEH ¢ YIJIOBOM HechopMalin-
eii, TIepesIoM JIEBOro Oelpa B CpeaHE TPEeTH ¢ IoIeped-
HBIM CMEIEHHEM Ha TOJIIMHY KOCTH C 3aXOXICHHEM
oriioMkoB Ha 0,7 cM (puc. 2). Ha peHTreHOrpaMmax Tpyo-
YaThIX KOCTel B Bo3pacTe 1 Mec 11 mHeit ompenessTroTcs
IIepHOCTAIbHBIC HACIIOCHUS BIOJIb Tahn30B OeIpeHHOM
KOCTH CITpaBa 1 OOJIBIIICOEPIIOBBIX KOCTEH ¢ 00eMX CTOPOH,
MMPU3HAKN CPOCIIErocs IepejioMa B OO0JacTU CpemHei
TPETH IIPaBOTO Oelpa M CpedHe TPeTH IUICYEeBO KOCTU
¢ obeux cropoH. [1pu rIpoBeneHNY CIMHAIBHOM HEMPOCO-
Horpaduu B Bo3pacte 1 Mec 15 gHeit oTMEUeHO, YTO ypo-
BEHb KOHyCa CIIMHHOI'O MO3ra MMeeT OOBIYHBIN TUII pac-
ITOJIOKEHUSI, CTPYKTYPhI KOHCKOTO XBOCTa CIIMHHOTO
MO3ra IJOCTAaTOYHO XOpoIno auddepeHINPOBaHbEI, HE
¢uxcupoBansl. LleHTpanbHBIN CITMHHOMO3TOBOM KaHAI
He pacimmpeH. [pyaHoit oTmes To3BOHOYHMKA 6e3 0COOeH-
Hoctei. [IlelHbIi OToeNn CITMHHOTO MO3Ta He 00CiIe10Bal-
¢sI BBUIY BEIHYKICHHOTO TTOJIOKEHMS peOCHKa.

[Ipm HEBPOJIOTUYECKOM OCMOTpPE B BO3pacTe 5 Mec
BBISIBJICHBI OHGdy3HAST MEBIIIEYHAs] TUIIOTOHUS, CYXO-
KWIbHasI apedIeKcus ¢ pyK U HOT. PebeHOK Haxomuyics
B CITEIIM(PUICCKOM «I103€ JISTYIIKI» 1 UMeJT KOHTPAKTYPhI
B Ta300€IPEHHBIX, KOJICHHBIX, JOKTEBBIX M TOJICHOCTOII-
HBIX cycTaBaX. Ilpm TIpoBemeHUM 3JIeKTpoMUOrpaduu
(BDMT') obHapyXeHbl TPU3HAKK T€HEePATN30BaHHOTO I10-

paxkeHrs MOTOHEMPOHOB CIIMHHOIO Mo3ra. PeGeHKy rnpo-
BegeHa JHK-guarHoctuka, B pe3yabraTe KOTOPOH HeE
obHapyXeHo aenennit 7 u 8 3k30HOB reHa SMNt, oTBeT-
CTBEHHBIX 3a Bo3HUKHOBeHMe CMA Bepmuura—Todd-
maHnHa. [Touck myramum B reHe UBFE1, OTBETCTBEHHOM 3a
BO3HMKHOBeHHE BpoxkaeHHO CMA ¢ apTporpurio3om,
MpU3HaH Heleaecoodpa3HbIM, TaK KaK TUM HAClIe10BaHUS
3TOM MAaTOJIOTUM — X-CLEIUIEHHBIN pelieCCUBHbIN. Takum
00pa3oM, TaHHbIE KIMHUYECKOTO OCMOTpPA 1 pe3yJIbTaThl
nposeaeHnsT DMI Mo3BOJMIN AMATHOCTUPOBATH Y peOeH-
Ka peAKUil BapuaHT HACJEeICTBEHHOU CIIMHAJIBHOW aMu-
OTpOGHH C BPOKICHHBIMH IIEPEIIOMAMMU.

Puc. 2. Penmeenoepamma kocmeii 60abH020 pebenka 6 6o3pacme 2 OHell

K HacrosiieMy BpeMeHH B JIUTEPAType UMEIOTCS OITH -
CaHUs JIMIIb HECKOJIbKUX IMarueHToB ¢ CMA ¢ BpoXIeH-
HBIMU TIepejioMaMn KoHeuHocTel. IlepBoe ommcanue
0OJILHOTO C TAKUM COYETAaHUEM CUMITTOMOB OBLIO CIEJIaHO
B 1991 . Z. Borochowitz m coaBT., KOTOpBIE COOOIIMIIN
0 2 OpaThsiX, pOXIEHHBIX B KPOBHO-POICTBEHHOM Opa-
ke [6]. T.E. Kelly u coaBt. B 1999 . Takxxe HabGoganun
MaJIbuMKa, MMEBIIETO BBIPAXKCHHYIO MBIIICYHYIO Cia-
00CTbh, TUTIOTOHHIO, MHOXECTBEHHBIC KOHTPAKTYPBI KPYII-
HBIX CYCTaBOB, OCTEOIICHUIO U BPOXICHHBIC TIEPEIOMBI.
[Tpu n3ydeHMM OGMOIITATOB MBIIIIIL M NKPOHOXHOTO HEPBa
3TOro OOJBEHOTO OBUIM OOHAPYKEHBI U3MEHEHMUSI, XapaK-
TepHBble IS CIWHaJIbHON amuorpodum [7]. B 2002 r.
U. Felderhoff-Mueser 1 coaBT. onrcain MaJIb9lKa ¢ MbI-
IIEYHOM TUITOTOHMEH M IBIXaTeIbHOM HeAOCTaTOYHOCTBIO,
CHIDKEHWEM MBIIICYHOTO TOHYCA, BPOXKICHHBIMU IIePesIo-
MaMU U TSDKeJIol ocTeoneHueil. KOHTpakTyp cycTaBOB He
BBIsIBJIeHO. [Ipu mcciemoBaHmMm OwmomTaTa MBI OBLIA
oOHapyXeHa BeIpaskeHHAs aTPO(QUS MBIIICYHBIX BOJIOKOH
1-ro 1 2-rO TUIIOB, a MPU MOCMEPTHOM HCCIICAOBAHUU
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OTMEYECHBI TeHepaJM30BaHHASI MBIIIICYHAS aTPODUSI, UC-
TOHUYCHUE, aTpODUSI U aCTPOITNO3HBIC U3MEHEHHUS TIepe-
ITHUX OTIEIOB CIIMHHOTO MO3Ta M THCTOJOTUYECKHA HOp-
MaJIbHble KOCTHBIE CTPYKTYphl [8]. B ToM Xe romy
R. Van Toorn u coaBT. COOOIIWIN O MAJTBYUKE C TSKETON
MBIIIEYHON THITOTOHMEH, BPOXICHHBIMU IIEpeIOMaMU
OeIpeHHBIX 1 TUICYEBBIX KOCTEH, 1 CTUTMAMU TU33MOpH-
oreHesa (apaxHOMAKTWIINSI, apKOBUIHOE HEOO, BOPOHKO-
ob0pa3Hast mecopManus IPyIHOM KIIETKH, MCKPUBJICHUE
HIDKHUX KOHEYHOCTEH T10 TUITY «CTOITa-KadanakKar). [1pu
ITaTOJIOT0-aHATOMWYECKOM MCCIICIOBAHNM BBISIBIICHA TH-
MTOTUTA3MsT CKEJICTHBIX MBIIIIL, BEIpaXXeHHAsT aTpous TIe-
PETHUX POTOB CITMHHOTO MO3Ta M HOpMaJlbHash KOCTHasI
crpyktypa [9]. B cBsi3u ¢ TeM, 4TO BCe ONMMCaHHBIE 00JIb-
Hble ObUTM MaJbuMKU, JUTUTEILHOE BPEMS TUIT HAaCJIeI0Ba~
HUS 3TO# PeIKO MaTOJOTHHM CUUTAJICS X-CIEIUICHHBIM
peLeccUBHBIM [6—9].

Onnako B 2002 . mosgBmitack cratbg W. Courtens u co-
aBT., B KOTOPOI OHM COOOIIAJIA O IeBOYKE, POAMBIICICS
OT KPOBHO-POICTBEHHOTO Opaka, ¢ TeHepaJn30BaHHOMU
MBIIICYHOI TUTIOTOHMEH, TUTTOpeIIeKCHei, OTCYTCTBUEM
CIIOHTAHHOM IBHWTATEIbHOW aKTUBHOCTH, IBIXaTeIbHOMU
HEIOCTaTOYHOCTBIO, TPEOYIOIIeil MCKyCCTBEHHOM BEHTH -
sstuyn Jerkux (MBJI), B coueTannu ¢ mepeoMaMu Oe-
PEHHBIX U IJICYEBBIX KOCTEH, OOYCIIOBICHHBIX TSDKEIOMN
OCTEOIIeHUE M OMHOCTOPOHHUM BBIBUXOM Oedpa. bumo-
TICHST MBIIIII] ¥ HEPBOB BBISIBIJIA U3MEHEHMS, XapaKTePHBIC
IUTSI TSDKETBIX (hOPM CITMHAIBHOM aMHOTPOMUH. YUUTHIBAST
JKEHCKUH TT0JI peOeHKa, aBTOPHI BRICKA3aJIM IPEIITOI0XKe-
HHE 0 Bo3MoxXHocTu AP-tuna HacinemoBaHust 3a0oJieBa-
Hug [10]. OnmcaHHBIN HaMU CiTydaii 3a001eBaHus y 60JIb-
HO# XEHCKOTO IT0JIa MOXET CIYXHUTb B II0JIb3y 3TOTO
TIPEIITOI0XKECHYS.

B xauectBe 00bsicHeHUsA coueTanust CMA ¢ ocTeore-
HHUElW, IPUBOMSIIEH K BPOXICHHBIM IIepeioMaM, PsSIOM
aBTOPOB IIPeIJIarajioch CHIDKCHIE BHYTPUYTPOOHO IBH-
raTeJIbHOM aKTUBHOCTH ILJIONIA, IIPUBOSIIEE K HapyIlIe-
HHUIO KOCTHOTO PEMOIETUPOBAHUS, NICTOHICHUIO KOPKO-
BOTO CJIOS KOCTH M ocTeornoposy [6—8, 10—12]. Ognako
M. Kinali moka3air, 4To MUHepaJIbHasI TIJIOTHOCTH KOCTHOM
TKaHU y JeTeil MJIaAIIero Bo3pacta CO CIIMHAIBLHOM MBI-
1IeyHoi atpodueit He n3ameHeHa [13]. s oObsIcHeHUS
ImaToreHe3a 3a0oJIeBaHMSI PSIOM aBTOPOB OBLIM IIPOBE-
IIEHBI KCIIEpUMEHTAJIbHBIC MCCIeIOBaHMSI, HallpaBJICH-
HBbIE Ha BBIIBICHHE BO3MOXHOCTH YJaCTHSI OEIIKOBOTO
mponykTa reHa SMNt, OTBETCTBEHHOTO 32 BOSHUKHOBEHHE
caMoro pacripoctpaHeHHoro Bapuanta CMA — 0ose3Hu
Bepauura—ITodpdmanna — B (opMUpOBaAaHUM KOCTHOM
tkaHu. N. Kurihara u coast. B 2001 I. TT0Ka3am HaJIu4Ine
BKCIPECCUN MPOAYKTOB KaK HOPMAJIBHOTO, TaK M MyTaH-
THoOTO TeHa SMNt B octeokiacTtax yenoBeka [14]. ITomy-
YeHHBIC PE3YJIBTAaThl OBIIN MOATBEPKACHBI SKCIICPUMEH -
TaMu, TpoBedeHHBIMM S. Shanmugarajan u coaBT. [15]
B 2007 T., KOTOpHIE BBHIIBUJIM HaJIM4le B3aMOIEHCTBUS
0eKOBOro TpoayKTa reHa SMNt ¢ npyrumu OenKaMu,
YYaCTBYIOIIUMU B IYTSIX CUTHAJIBHOM TPAaHCAYKLIMU IIPU
dopMHpOBaHMUNM OCTEOKIACTOB. JlalbHEHIIIE UCCIIen0-
BaHUSI, TTOCBSIIICHHBIC aHAIN3Y B3aUMOICHCTBHS OCIIKOB,
YYacTBYIOIINX B (DOpMHUPOBAHUU CKeJleTa KOCTHOTO pe-
MOICIMPOBAHMS ¢ OeIKaMU, KOTOPBIE SKCITPECCUPYIOTCS
B MOTOHEpOHAX CIIMHHOTO MO3Ta, MOTYT OOBSICHUTD CO-
yeTaHre cMMIITOMOB CMA U TSDKeJIOM OCTeOIIeHU!, TIPH -
BOISIIIIEH K BPOXICHHBIM IIepeioMaM. BBISIBICHME 3THX
0EJIKOB MO3BOJINT TaKXKe ONITUMU3UPOBATH ITPOIIECC TIOMC-
Ka TeHa, OTBETCTBEHHOTO 32 BO3HMKHOBEHUE 3TOTO pel-
koro BapuaHta CMA.
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