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TIpedcmasneno onucarue ocobennocmetl KAUHUYECKUX nposeaeHull 00ae3HU y 4-1emHeeo MAAbYuKa ¢ CUHOPOMOM pueudHoeo no3gorouruka. MoaexyasapHo-
2eHeMuMecKUll aHAAU3 BbIABUA Y nayuenma patee He onucarHyio mymayuto 988delC 6 cene SEPN1 (beaok cenenonpomeun H) 6 2omosueomrom cocmosuu. B
omauUe 0Mm paree ONUCAHHbIX CeAeHONPOMEUH-ACCOUUUPOBAHHDIX CAYUaes 3a001e6aHUs, Y HAOAOaeM020 NAYUEHMA OMMeYeHO PaHHee 608AeHeHle 8 NAMo-

noeuteckuil npouecc Moliy nae4esoco U masneo2o noACos.
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MHIPOM puruaHoro no3poHoyHuka (CPII) — omuna

13 TEHETUYECKUX BAPMAHTOB BPOXKIEHHBIX MUOMA-

THii, 00YCIOBIEHHBIX MyTaLUsAMU B TeHe SEPNT Ha

xpomocome 1p35-36 [10, 11]. Kogupyemblii reHoM

oenok ceneHonporend H comepxut 590 ammHo-
KUCJIOT U SIBJISIETCS [TIMKOTIPOTEMHOM U3 CEMEVCTBA CEICHOLIU -
CTeMH-COofiep3KalliX OEKOB, JTOKATN30BAHHbIX B 9HOTIa3Ma-
THYECKOM peTukyiayme. DyHKIMKM OelKa OKOHYATeJbHO He
BbISICHEHBI. CUMTACTCS, UTO OH YYACTBYET B PETYISIIUU TPAHC-
KPUTIIUY TEHOB CUCTEMbI IETOKCUKAIIK, 00ECTIEUEHUH OKHUC-
JINTEJIbHO-BOCCTAHOBUTENBHBIX PEAKINii B PA3TMYHBIX TKAHSIX.
OcHOBHOE KONMYECTBO ceneHompoTtenHa H obOHapyxkeHO B
MOMEPEYHOMONOCATEIX MBIIIIAX, MPUYEM HaMOOJbIIast 3KC-
npeccysi FeHa OTMeYeHa B UX (heTabHBIX MPEIIIECTBEHHUKAX,
YTO TOBOPUT O BaXXHOI1 posiut Oenka B paHHeM MUOTEHE3e MyTeM
obecrieyeHusT peryasuuu GhopMUpoBaHUsS MUODUOPWIT U
muotyoyn [1, 12].

3aboneBaHMe HACTETYETCS TI0 AYTOCOMHO-PEIICCCUBHOMY THITY
U XapaKTepu3yeTcsl BapuaOeJbHOCTbIO BO3pacTa Hayajga U
TsKeCThlo TeueHus [2, 7]. Knunuueckue nposisnenust CPIT B
OOJIBIIMHCTBE CNyyaeB BO3HMKAIOT B BO3pacTe A0 | roma u
XapakTepusytoTcs auddy3HON TMITOTOHMEN MBI ¢ BOBJIEYE-
HUEM JIMIIEBOM MYCKYJIaTyphl. Y YacTH OOJBHBIX OTMEUYAIOTCS
PeCIUpaTOpHbI AMCTPECC-CUHAPOM M 3MM30AbI HOYHOTO
amHo3. HecMoTps Ha paHHee BOSHUKHOBEHME KIMHUYECKUX
MPOSIBJICHUI, OOJBIIMHCTBO OOJIbHBIX HE MMEIT Ipy0oit
3alIep>KKU TEMITIOB MOTOPHOTO Pa3BUTHS, a ICUXOPEYeBOE pas-
BUTHUE BCETIa COOTBETCTBYET BO3PACTY. XapaKTePHOU OCOOEH-
HOCTBIO 3200JIeBaHMsI, TIO3BOJIMBIIECH BBIICIUTD €TO B KAUECTBE
CaMOCTOSITEIbHOM HO30JI0TUYECKON eIMHMIIbI, SIBISETCS
PUTHAIHOCTD MBIIIII IIEU U CTIMHBI; THITIYEH TaKKe ITPOTPEeCcCH-
PYIOILMI CKOJTO3 B INEHHOM, IPYAHOM U MOSICHUYHOM OT/IE/Iax
MO3BOHOYHMKA, (DOPMUPYIOIIUIICS B BO3PACTHOM IMANa3oHe
OT HECKOJIbKUX MecsreB ku3Hu 10 12 iet. I[To mepe mporpec-
CUPOBaHUS 3a001€BaHUS MOTYT MOSIBISTHCS TYTOMOABUKHOCTD
B KPYMHBIX CycTaBaX KOHEYHOCTeH W aedopmalius rpyaHoi
KJIETKM, YaCTO MPUBOASLIAS K BOSHUKHOBEHHUIO JbIXaTEIbHBIX
paccTpoiicTB. B psme ciyyaeB y OOJbHBIX TUArHOCTUPYETCS
HOYHAsI TMITOBCHTIISIIMS C SITM300aMK alTHO IIEHTPATbHOTO
rede3a. Ilpum osnekTpomuorpadpuyeckoM o0cCaeJ0BaHUMN
BBISIBJISIIOTCS. YMEPEHHBIE MPU3HAKU TMEPBUYHO-MBIILIEYHOTO
TOpaXXeHUsI. YPOBCHb aKTMBHOCTH KpeaTMH()OCHOKMHA3E B
T1a3Me KPOBU B OOJIBIIMHCTBE Cy4aeB He U3MEHEH.
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Hamu mipencTaBieHo ommcaHue 0COOEHHOCTEH KITMHUYECKUX
MPOSIBJICHUH y OOJILHOTO C HOBOI HOHCEHC-MyTallieil B reHe
SEPNI B rOMO3UIOTHOM COCTOSIHMM, POAMBILETOCSI OT KPOB-
HO-POJICTBEHHOTO Opaka.

Meto/ibl HCCIEOBAHUS

JInst vccnenoBaHus UCIOIb30BaJICsS 00pa3ell BEeHO3HON KpOBU
6onbHOrO. Boinenenue renomuoit JIHK u3 nefikonutoB nepu-
(bepryeckoii KpoBY BBITIOJHSIIM C MTOMOIIbI0 Habopa peakTH-
BoB Wizard® Genomic DNA Purification Kit (Promega, CIIIA)
10 MTPOTOKOJTY MPOU3BOIUTEIS.

Jlnst moucka mytanuit B rene SEPN 1 Obliu 1of00paHbl TTaphl
npaiiMepoB, hIaHKUPYIOIIUE TPAHCIUPYeMbIe 001aCTH JaHHO-
0 TeHa, BKJIIoyalolire 3K30Hbl 1—13, a Takxe mocienoBatesib-
HOCTM COOTBETCTBYIOIIUX 3K30H-UHTPOHHBIX COEIUHEHMUIA.
Hcnonp3oBanack pedepercHas mocnenoBatenbHocTh MPHK
n3 Genebank. AMmandukainmio HeoOXOAUMBIX (PparMeHTOB
reHomHoit JJTHK nposoxunu metogom ITHP Ha mporpammu-
pyemoMm Tepmonmkiepe MC2 cupmbr «IHK-texHOMOIMSI»
(Poccust). ®parmentsl JHK, monydennsie B xome IMLIP, aHa-
JU3UPOBATUCH METOJIOM TMPSIMOTO CEKBEHMPOBAHUS IO
CoHrepy ¢ mpuMeHeHHWeM Habopa peaktuBoB ABI Dye
Terminator, Bepcust 1 (Applied Biosystems, CILIA) Ha mpubope
3130 ABI Genetic Analyzer (Applied Biosystems, CIIIA).

Onucanne caydas

Hamu mpoBefieHO KIMHUKO-MONEKYJIsSPHO-TEHETUYECKOE
o0csenoBaHue OOJBHOTO C BPOXICHHOW MUOMATHEd W Mpu-
3nakamu CPII. [Tpobann b-oB — Manbuuk 4 JeT, poauBIIMIACS
OT KpPOBHO-POJICTBEHHOTO OpaKa (poauTeNin pedeHKa SBISIOT-
csl Isiieil ¥ TIIEMSTHHULIEH ), OT BTOPO O€PEMEHHOCTH, TIPOTe-
KaBlleil 6e3 marosoruu. B ceMbe ecTh ele OOMH 3M0POBbIi
crbc — MasIbukK 6 sieT. PeGeHOK pomuiIcs B CHHEl achUKCUM,
3aKpuyal IMoc/e WCMONb30BaHUSI PEaHMMALIMOHHBIX MEpO-
npustuil. Bec mpu poxnenuu coctassiia 3200 1, poct — 50 cM.
Jlo 5-MecsYHOTO BO3pAcTa TEMITbl PAHHETO MOTOPHOTO Pa3Bu-
THsI COOTBETCTBOBAJIM HOPME, OJIHAKO OTMEYAJIUCh C1abOCTh 1
TUTTOTOHMSI MBIIIII IIEH, B CBS3K C YeM PeOEHOK C TPYIOM yIep-
KMBAJI TOJIOBY B TOJIOXEHUM HA XUBOTE. OTYETIMBbIE MPU3HA-
KU 3a00JI€BaHMS POAMTENN 3aMETUIIM B BO3PACTE 5 MECSLEB,
KOrJIa IMarHOCTUPOBATH 3aJEPXKKY TEMITOB MOTOPHOTO Pa3BH-
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TH, CKOJIMO3 B ITPYIHOM OTIENE U OTPAHUYEHUE BIKEHUS B
HICHOM OTZeNe MO3BOHOYHUKA. PEOEHOK CTasl caMOCTOSITe b-
HO caguTthcs B Bo3pacte 10 mecsileB, a XOOUTh 0€3 ToamepX-
KM — TOJIbKO K 2 rofiaM. [lcuxopeueBoe pa3BuTHe MpoTeKaso rno
BO3PACTY.

ITpu ocMoTpe pedbeHKa B BO3pacTe 4 JIeT BBISIBJICHBI THTIOTOHMUS
1 TUIoTpodusi, OOMbIIe BhIPAKEHHBIC B MBIIIIAX Ta30BOIO 1
TIJIEYEBOTO MOSICOB, a TAKXKE XEBaTEIbHON U MUMHWUYECKOI MyC-
KynaType (puc. 1). boiapHOI caMOCTOSATEIbHO TePeIBUTANICS C
TPYIOM, OTMeyYalach «yTHHas» moxonka. Ilpu mombeme u3
MOJIOXEHMST Ha KOPTOUKAX OH MCIOIb30Bal npueMbl [oBepca.
CyX0oXWIbpHBIC pedIeKChl ¢ PYK W HOT BHI3BAaTh HE YOATIOCh.
BrisiBiieH BbIpaXeHHBIN CKOJMMO3 B TPYIHOM U IMOSCHUYHOM
OTJIeJIaX MO3BOHOYHMKA, OTPaHUYEHUE CTHOAHUS TO3BOHOUYHM -
Ka, opMUpYyIoILKecs KOHTPAKTYphl B TIOKTEBBIX cycTaBax. [1pu
OCMOTPE YpOJI0Ta IMarHOCTUPOBAHO HAPYXKHOE CYXEHUE MOYE-
HCIyCKATeJIbHOTO KaHaja. YpoBeHb aKTUBHOCTH KpeaTuH(pOoC-
(oxmnasel cocraBun 105 em/m, 9TO COOTBETCTBOBATIO KOHT-
pOJIBbHBIM 3HaueHMsM. Ha anexTpommorpamme OOJBHOTO —
HEpEe3KO BBIPAXEHHBIC MPU3HAKU TEPBUYHO-MBILIEYHOTO
TIOPAXEHUS.

[Ipu nposenenun JHK-aHanu3a obHapyxXeHa paHee He OIU-
CaHHas MyTallMsl — JeJeLusl OMHOTO HYKJIeOTHIa B 3K30HE 7
reHa SEPN1 (c.988delC) B roMO3UTOTHOM COCTOSIHUM, TIPUBO-
IsIIas K CABUTY PaMKHU CUUTBHIBAHUSI M TIPEKICBPEMCHHOMY
obpasoBaHuio crom-komoHa — p.Arg330GlyfsX71. K Hacros-
IIeMY BpeMEHM WACHTH(MHUIMPOBAHO 44 MyTallMd B TeHE
SEPNI, 43 13 KOTOPBIX JIOKAJIIM30BaHbI B KOAMPYIOLIEH YacTH
reHa (22 U3 HUX MUICCEHC, 6 — MyTallMu caiita cIuiaiicuura, 9 —
Masible JeJeLH WK UHCEPLIMU 1 6 — MPOTSKEHHDIE NeIEL1HN).

puc. 1; BHewHuid BuA 06CNEI0BAHHOMO
naLyeHTa.

C T Hopmanbhas nOCER0BATENLHOCTD

¢ T T ¢ G G C T C T T p3meHeHHas nociesosarebHocT

puc. 2: Mytauwsi, BbiSBNIEHHas B 7-M 3k30He reHa SEPNT B rOMO3MIOTHOM COCTOS-
HWM (CTPeNKoit nokasaa Aeneups ¢.988delC, npusopsiuas k 06pasoBaHmio
npexaeBpemMenHoro cron-komoxa p.Arg330GlyfsXr71).
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Jluirs ofiHa HYKJICOTUIHAS 3aMeHa OOHapy:KeHa B PEryisiTop-
HoWt obacty reHa. Hamu BriepBble HaiineHa aefaenusi HyKJeo-
THaa B 988-M MM0I0KEHUH B TOMO3UTOTHOM COCTOSTHUH, TIPHBO-
JsImast K 00pa3oBaHMIo TEPMUHUPYIOIIETO KOOHA. Pe3ybrathl
cekBeHMpoBaHus reHa SEPN [ ipeficTaBieHsl Ha puc. 2.

Oocyxnenne

[TepBoe onmucaHue obcyxknaeMoro 3a00aeBaHust ObLIO CAeNaHO
V. Dubowitz B 1973 .. aBTOp cOOOIIMI O OOJHHOM IOHOIIE,
0oCcMOTpeHHOM UM B Bo3pacte 17 jet [3]. [lepBble CUMITOMBI,
KOTOpbIE POIMTEIN 3aMETHIIN B Bo3pacTe 14 Mec, XapaKTepu30-
BaJINCh TIOSIBIEHUEM «yTUHOW TOXOAKMW». TeMITbI paHHETO
MOTOPHOTO Pa3BUTUSI HE OTJIMYAIMCh OT HOPMBI, OTHAKO Y
0O0JIBHOTO BCeTIa OTMevanach cabocth MBI men. 1o mMepe
TIporpeccupoBaHys 3a001eBaHUS C(HOPMUPOBATIICH KOHTPAK-
TYpbl B TOJIEHOCTOITHBIX CYCTaBaX C PETPaKLMell axXUIIOBBIX
CYXOXMIHUH (4TO MOTPeOOBATO IPOBEACHIS aXUUIOTUIACTUKY B
Bo3pacTte 18 Mec) ¥ BrIpaskeHHBII (DUKCUPOBAHHBIN CKOINO3 B
LIEAHOM ¥ NIOSICHUYHO-TPYAHOM OTJEJIaX MO3BOHOYHUKA.

AYyTOCOMHO-pEIIeCCMBHOE Hacjef0oBaHue 3a00JeBaHUST ObLIO
ycraHosieHo H.H. Goebel u coast. [§], KoTopble omucanu 5
MOpPaKeHHBIX OOJNbHBIX, B T.4. IBYX CMOCOB U3 FeHETUYECKOIO
n3ongaTta B Eifmdenne, B ceBepHbIX paiioHax [epMaHMH.
Oco0eHHOCTBI0 HAOMI0IaeMbIX UMHU CJIy4aeB ObLT paHHUI BO3-
pacT Havaja: IepBble NPM3HAKK 3a00NeBaHUSI BO3HMKAIM C
POXKIEHMSI MM B MEPUOJ HOBOPOXACHHOCTH. XapaKTepHbIM
TakXe ObUIO pa3BUTHE TUIEPTPOGUM MPaBOTO KeTymouKa
cepaua y Tpex 0OJIbHBIX, KOTOpPOE MPUBEIO K THMOeI AByX U3
Hux B 11-netHeM Bo3pacte. HecMoTpst Ha mporpeccupyloliee
TeueHue 3a00JIeBaHMS 1 MOBbILIIEHWE YPOBHS KpeaTuHpocho-
KuHa3bl 10 360 en/a1 (mpu Hopme mo 70 en/i), aBTOp CUMTAll,
YTO 3a00JICBAHME HE OTHOCHUTCS K MBIIICUHBIM TUCTPODUSIM,
0003HAUYMB €r0 KaK BPOKIECHHYIO MUOTIATHIO.

J10 HacTOSIILEro BpeMEHU B JIUTEpaType HET €AMHOTO MHEHUS
OTHOCUTENLHO TOTO, siBNsieTcs i CPII BpoxaeHHOI MUOTIATH -
eil unu MbleyHoi auctpodueit. Tpu nccaenoBanum 6uonTa-
TOB MBIIIII OOJBHBIX ¢ MyTaLusIMA B reHe SEPN [ o0HapyxXuBa-
eTCsI INUPOKUIA CIIEKTP MOP(OIOTUUSCKUX HAaX0M0K. Tak, omHU
aBTOpBI [2] HaxoAMAM JUILL Hecrneluduueckue M3MEHEeHUs
pa3MepoB M CTPYKTYPbl MBILIEYHBIX BOJOKOH, IPYrue peru-
CTPUpPOBAM TUITMYHBIE AUCTPOPUICCKIE MPOILECCHl Pa3Iny-
HOW CTeNeHM BhIpakeHHOCTH [7, 8], a TpethH [5, 6] — MHOXe-
CTBEHHbIE MUHU-CTEPXKHU U CyOCAapKOMEpHbIE HAKOTIIEHMS
TpaHyJ ACCMUHA U TUCIPOIOPLUIO THIIOB MBIIICYHBIX BOJIO-
KoH. [1pu 3TOM XxapakTep ¥ cTerneHb BhIpakeHHOCTH MOP(HOJI0-
TUYECKUX Je(PEKTOB BapbUPOBAIU Y OOJBHBIX C Pa3IUYHOM
JUTUTEIBHOCTBIO U TSXKECTbIO KIMHUYECKHUX CHMIITOMOB.
Haubonee yacto myrauuu B reHe SEPNI oOHapyXuBaioTcs y
0OJIbHBIX € KIMHUYeCKUMU mposiBieHusivu CPII, nmeromux
MUHU-CTEPXHU B OMonrarax Mbiui. Tak, A. Ferreiro u coaBT.
[5] B peayabrate odcnenoBaHust 27 OOJbHBIX U3 Pa3HBIX CTPaH
EBpornbl ¢ kmuHuyeckumu nposisieHussMu CPIT u Hanmuuuem
MHOXECTBEHHBIX CTEpPXKHEH TIPH MOP(OIOTNIECKOM MCCIEN0-
BaHMU OMOMNTATOB MbILILL Y 17 MaLMEeHTOB OOHAPYXKUIU MyTa-
un B reHe SEPNI. Kinumueckue mposiBIIEHNS Y BCeX 00ce-
JIOBaHHBIX BO3HUKAIU B I'PYIHOM BO3pacTe, a y § U3 HUX — C
poxaeHust. [lepBbiM MprU3HaKOM 3a00/1€BaHUS ObLIa BhIPaXXeH-
Hasl TUIIOTOHMSI MBIUILL IIeM, MPUBOASIIAS K HapyLIEHUIO
KOHTPOJISI YAEPKMBAHUSI TOJIOBBI B BEPTUKAILHOM ITOJIOXKEHUMU.
ITo mepe mporpeccupoBaHus 3abojieBaHUs (POPMUPOBAICS
(bMKCHpOBaHHBIN CKOIMO3 B IEHHOM U MOSICHUYHO-TPYIHOM
OT/e/Ie TIO3BOHOYHMKA M BO3HUKAIM PAa3IMIHbIC PECITUPATOp-
Hble paccTpoiicTBa. Temmbl paHHETro pa3BUTHS JeTeil ObLIM
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HECKOJIBKO 3afiepkaHbl. CpenHuil Bo3pacT Hayajga caMoCTOsI-
TeJbHOI X0Ab0bI cocTaBisi 17,7 Mec. ¥ Bcex 00JbHBIX OTMeYa-
Jlach 3aliepXKa (U3UYECKOTO Pa3BUTUSI B BUIAE CHUKEHUS
MoKasaTteJieil Beca U pocTa. ABTOPbI OTMEYAIOT, YTO, B OTJIUYUE
OT IPYTMX BapMaHTOB BPOXXIEHHBIX MUOMATHIA, y HaOJt0ae-
MbIX UMM JIeTel (DYHKIIMSI MBIIII TOSICOB KOHEYHOCTE ObLTa
COXpaHeHa, YTO MPUBOIUIO K TIO3MHEN TMarHOCTUKE MUOTA-
TUM (IarHo3 OBLT IOCTaBIECH B Bo3pacte crapime 10 yer). B
MIPOTUBOTIONIOKHOCTh 3TOMY, y HAOJII0AAEMOT0 HAaMU OOJIHHOTO
oTMeyvanach 0oJbllias reHepaIn3alus Mpolecca ¢ BOBICUCHU-
€M MBIIII] TJIEYEBOTO U TA30BOTO MOSICOB, YTO TPOSIBIISLIOCH MX
c/1aboCThI0, TUTIOTPO(UEH 1 CYXOXUIBHOM apedekcueii ¢ pyk
1 HOT. DTU pa3iniusi MOXHO OODBSICHUTh HA OCHOBAaHUM Pa3/it-
yuif B TUMAX MyTalUWi y HabmogaeMoro Hamu OOJBHOTO U
OONbHBIX, OMMCAHHBIX APYTMMHU HCCIemoBaTeNIMuU. Tak, y
0O0JBLIMHCTBA MAlIUEHTOB B BbIOOPKeE A. Ferreiro u coaBT. oOHa-
PYXEHBI MUCCEHC-MYTallMM KaK B TOMO3UTOTHOM, TaK U TeTe-
PO3UTOTHOM COCTOSIHUSIX. BBISIBIEHHAs HAMU HOHCEHC-MyTa-
1Sl B TOMO3UTOTHOM COCTOSTHUM TIPUBOIUT K CYIIECTBEHHOMY
YKOPOYEHUIO Oeska WIn AaXKe MPeKpaIieHnIo ero IKCIPecCuH.

OOHapyXeHUue MUHK-CTepKHEH B OMOITaTe MBIIIL Y OOJbHBIX
¢ CPII, obycnoBneHHbIX MyTauusiMu B reHe SEPNI, MOXHO
00BSICHUTb HA OCHOBAHUU CXONCTBA (DYHKIIMI OETKOBBIX MPO-
JYKTOB 3TOTO U IPYTUX TEHOB, OTBETCTBEHHBIX 32 BO3HUKHOBE-
HUE Pa3INYHbIX TeHETMYECKUX BAPUAHTOB BPOKICHHBIX MUO-
MaTHi ¢ MHOXECTBEHHBIMM MUHM-CTEPKHSAMU. M3BeCTHO, 4TO
STUOJIOTMYECKIM (DAKTOPOM PACIIPOCTPAHEHHOTO TeHEeTHYe-
CKOTO BapHMaHTa 3TOM TPYITITHI 3a00JI€BAHMI SIBJISICTCST MyTAIIHSI
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CHHIIPOM PHUTYIHOO MO3BOHOYHYKA

B reHe RYRI, mpoayKTOM KOTOPOTO SIBJISIETCS] pPUAHOAMHOBBII
pelienTop, JOKaIN30BaHHbIH Mexay T-TpyboukaMu U capko-
IUIA3MAaTHYECKUM  PETHKYJIYMOM  MBIIICUHBIX  BOJIOKOH.
[Toka3aHo, Y4TO PMAHOIMHOBBINM PEIETNTOP BHIMOJHAET PONb
KaJIbLIMii-BBICBOOOXIAIOIIET0 KaHaja, a cejleHonpoTemH H
(6enkoBbIi pomykT reHa SEPNI) BBICTYIaeT B KauecTBE €To
akrusaTopa [9].

Takxum o6pazom, CPII, oOycnoBiaeHHbI MyTalUsIMU B TeHe
SEPNI, sBngeTcs OTHUM M3 YaCTHIX TeHETUUECKUX BApUAHTOB
9TOi Tpynmbl 3a00J€BaHMIA; €ro MPUHATO 00O03HAyaTh Kak
CeJIEHOMPOTENH-aCCOLIMMPOBAHHBII (CETEHONMPOTEUH-3aBUCH -
Mblit) CPIT. OcoO0eHHOCTSIMM KITMHUYECKUX MTPOSIBICHUI 3TOTO
TeHETUIECKOTO BapMaHTa SIBISIOTCSA: MaHM(ECTalusl B TPY-
HOM BO3pacTe, CIa00CTh MBILILL ILIEU U TYJOBUIIA C OC/EAYI0-
MM hopMupoBaHre (GUKCUPOBAHHOTO CKOIMO3a B IEHHOM U
TPYIHOM OTAEIaX MO3BOHOYHUKA, XKU3HEYTPOXKAIOIINE PECIIU-
paTOpHBIE PACCTPOMCTBA, BO3HMKAIOIINE BO BTOPOM-TPETHEM
JECATUNIETUSIX XU3HU. YPOBEHb KpeaTUHPOCHOKUHA3HI OCTa-
eTcsl B Tpefesax HOpMbl. B Ouomnrarte MbIILIEYHOTO BOJOKHA
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Ka, OCHOBHBIMU M3 KOTOPBIX SIBIISIIOTCSI ITPOTPECCHpPYIONIast
MblIleuHast quctpodust Omepu—/peiidyca 1, 2 u 6 THTIOB U
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A new allelic variant of rigid spine syndrome
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Description of clinical features of the disease in a 4-year-old boy
with rigid spine syndrome is presented. Molecular genetic analy-
sis revealed in this patient an unknown homozygous mutation
988delC in the SEPNI gene (coding for selenoprotein N). In

contrast to previously described selenoprotein-associated cases
of the disease, our patient exhibited early involvement in the
pathological process of muscles of the shoulder and the pelvic
girdles.
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