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CeMeilHblil cnyy4ail cerperayuu HacneacmMBeHHOl MOMOPHO-CEHCOPHOU
Heliponamuu 1B muna ¢ MHOXeCMBEHHbIMU 3K30CMo3aMu
Y MOHO3Uromubix 6nu3Heuos

B.I1. ®enoros!, C.A. Kypoaros?, C.C. Hukutun®, T.b. Muiosunosa‘, H.M. Ianeesa?, A.B. Ilonakos*
' BY3 BO «Boponexcckas obnacmuas kaunuueckas 6oavHuya No 1»; Poccus, 394066 Boponeuc, Mockosckuii np-m, 151;
2AY3 BO «Boponexcckuii 001acmHoll KAUHUYECKUL KOHCYAbMAMUBHO-0UACHOCMUYECKUN UECHMpP» ;
Poccus, 394000 Bopornexc, na. Jlenuna, Sa;
I HUHU o6weir namonoeuu u namogpuzuonoeuu, Mockea; Poccus, 125315, Mockea, yar. Barmuiickas, 8;
*DI'BY «Meduro-eenemuyeckuil Hay4unbiil yenmp», Mockea,; Poccus, 115478, Mockea, ya. Mockeopeuve, 1

Konmaxmor: Dedomoe Banepuii [laerosuy fed val@list.ru

Hacnedcmeennas momopro-cencoprnas neiponamus (MIM 118200) omuocumcs k pe0Komy eeHemu4ecKkomy apuanmy MueauHonamui
C AyMOCOMHO-00MUHAHMHBIM MUNOM HACAe008anus. MHoJcecmeeHHble 5K30CmMOo3bl MPYyOHambIX Kocmeil A6A50Mcs NPUSHAKAMU MHOJCe-
CMBEHHOLL 9K30CHO3HOU XOHOPOOUCHAA3UU, 2eHeMUUECKU 2eMePOeHHOL hOPMbL CUCHEMHO20 KOCMH020 3A004e6aHUSL ¢ AYMOCOMHO-00MU-
HaHmubiM munom Hacaedogauus. Couemanue 2 peOKux aymocomMHo-00MUHAHMHBIX (HOPM, NOPANCAROUUX KOCMHYIO U nepudeputeckyro
HePBHYH0 CUCIMEMbL Y NaApbl MOHO3ULOMHbIX OAU3HEU06 U UX OMYA 8 0OHOU CeMbe, OMHOCUMCS K YHUKANbHbIM KAUHUHECKUM HAOAHOCHUSIM.
Tpusodumcs onucanue KAUHUYECK020 CAYHASL C YCMAHOBACHUEM PE3K020 CHUICEHUS. CKOPOCMU PACnpPOCMpaHeHust 6030yxcoenus (> 10 pas)
¢ panHe2o 0emcK020 803paAcma y MOHO3ULOMHBIX OAUZHEU08 NO BCeM NEPUPePUHeCKUM HePEaM 6 COYeMAaHUL ¢ MHOJICECMBEHHbIMU K30~
CMo3amu mpyouamoix Kocmeii, NOOMEePIUCOCHHbIMU NPU PEHMEEHOA0SUHECKOM UCCAeO08AHUL C OMHOCUMENbHO 000POKAYeCMEeHHbIM me-
ueHuem. AnanroeuuHble NPosBaeHUS 8biséAeHbL Y omua 00abHbiX. ITHK-ananuz noomeepoun naruuue 2 omoenvHoix Mymayuii 6 2 pasHuix
eenax, 6 ¢.3894>G/N cena MPZ u 6 c.678C>A/N cena EXT2, komopule nacaedoganucy aymocomHo-00MUHAHMHbIM 00PA30M, HE3A6UCU-
MO dpye om Opyea y 4aeH08 00HOI CeMbl.

Karouesvie caosa: nacnedcmeennas momopro-cencoprasn neiponamus (HMCH), HMCH 1B muna, mueaunonamus, MHOJCeCMEEHHble
0CMEeO0XOHOPOMbL, MHOJICECIBEHHASA IK30CMO3HASL XOHOPOOUCNAA3US, dIAeKmpoHelpomuoepagus, mymavuu, een MPZ, een EXT2, aymo-
COMHO-00MUHAHMHOE HACAeO08AHUE, MOHO3UOMHbLE OAUZHEY b
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A familial case of segregation of motor sensory neuropathy type 1B with multiple exostoses in monozygous twins
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Hereditary motor-sensory neuropathy (MIM 118200) is a rare genetic variant of myelinopathy with autosomal-dominant type of inheri-
tance. Multiple exostosis bones are signs of multiple exostoses chondrodysplasia, genetically heterogeneous form of systemic bone disease
with an autosomal dominant mode of inheritance. The combination of two rare autosomal dominant diseases, affecting bone and peripheral
nervous system in a pair of monozygotic twins and their father in one family, belongs to a unique clinical observations: since early childhood
twins presented sharp reduction of the conduction velocity in all investigated motor nerves (>10 times) together with multiple exostosis bone,
confirmed by x-ray with a relatively benign course. Similar manifestations were detected in the patients father. DNA analysis confirmed the
presence of 2 separate mutations in 2 different genes, c.3894>G/N gene MPZ and c.678C>A/N EXT2 gene that was inherited autosomal
dominant manner, independently of each members of the same family.

Key words: hereditary motor sensory neuropathy (HMSN), HMSN type 1B, myelinopathy, multiple osteochondromas, multiple exostoses,
chondrodysplasia, electromyography, mutations, MPZ gene, EXT2 gene, autosomal dominant inheritance, monozygotic twins

HacnencrBeHHast MOTOpHO-ceHCcOpHasi Heliporatusi  Ha gomo HMCH 1B tuna npuxoaurcst Tonbko 7,8 % Bcex
(HMCH) 1B tuma (MIM 118200) — penkuii reHeTUYe- T€HOTUITMPOBAHHBIX CTy4aeB MyTalluii B TeHAX MUEJTNHO-
CKMIi BapMaHT MUEJMHOIIATUI C ayTOCOMHO-JIOMWHAHT-  BbIX 0enkoB (PMP22, Cx32, MPZ) npu pactipocTpaHeH-
HBIM TUTIOM HacjienoBaHus. B Boponesxckoii monynsiiun - Hoctu Bcex HMCH okono 30 na 100 Thic. HaceneHust
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[1—4]. Inga HMCH 1B Ttuna onucaHo 2 KIMHUYECKUX
BapuaHTa: ¢ 1e0I0TOM B BO3pacTe 10 5 JIET U PEe3KO CHU-
skeHHoI (< 10 M/C) CKOPOCTBIO pacTpOCTpaHEHUST BO30Y-
xaenusi (CPB) mo 4yBCTBUTEIbHBIM U JBUTATEIbHBIM
BOJIOKHAM BceX mepudepuyeckux HepBOB IO TUITY MUE-
JIMHOIIATUU, CYXOXWIbHON apediiekcueil, CCHCUTUBHOMU
atakcueil u aedopMaiMeil CTOm B BUAE «ITOJBIX CTOI»;
MO3IHUI BApUAHT C KJIIMHUYECKOI MaHU(becTaluei mocie
40 ner u ymepeHHo cHuxkeHHOU CPB u mopaxkeHnunem
HEPBHBIX CTBOJIOB IO TUITY aKCOHOTIATHH |3, 6].

MHOXeCTBeHHbIE 3K30CTO3bI TPYOUAThIX KOCTEN Xa-
PpaKTepHBI 711 MHOXECTBEHHOU 9K30CTO3HON XOHAPOAU-
crtazun (OMIM 133700), reHeTUYECKU TETEPOTEHHOM
(GOpMBI CUCTEMHOTO KOCTHOTO 3a00JIEBAaHUS C ayTOCOM-
HO-JOMUHAHTHBIM TUIIOM HacjenoBaHus. Pacmpoctpa-
HEHHOCTb ouleHruBaeTcd Kak 1:50000, yaiiie BcTpedaeTcst
y MyX4uH. MHoOXecTBeHHble ocTeoxoHaApoMmbl (MO)
MPOSIBIISIIOTCS PA3BUTHUEM 2 WU 00JIee KOCTHBIX BBIPOCTOB
IUIMHHBIX TpyOuaThix KocTeli. KonuyecTBo 5K30CTO30B
MOXET 3HAYUTEIbHO U3MEHSIThCS B 3aBUCUMOCTH OT Ce-
Mel, U CpelHee YUCIO0 KOCTHBIX aHOMAJWil TOCTUTAeT
15—18. B GoibIIMHCTBE CllyyaeB KOCTHbIE M3MEHEHUS
MPOTEKaOT OECCUMIITOMHO W Pa3BUBAIOTCS U3 Xpslla,
0COOEHHO JUTMHHBIX KOCTE! KOHEYHOCTE!, TPEUMYLIECT-
BEHHO BOKPYT KOJIEHHOro cycTtaBa. OCTEOXOHIPOMBI
YBEJIMYUBAIOTCS B pa3Mepe B MEPBOM NECATWICTUU KU3-
HU, MIEPECTAIOT PACTU B MEPUOJ MTOJOBOTO CO3PEBAHUS,
KOTJa TIaCTUHBI pocTa 3aKpbiBatoTcs. OKono 62 % nanm-
eHTOB ¢ MO UMEIOT MOJOXUTETbHBINA CeMENHbIN aHAMHE3
[7, 8]. K HacTosilIeMy BpeMEHU OMUCAHBI 3 TOKyca FEHOB
(EXTI, EXT2w EXT3, xkaptupoBanHubie 8q24, 11p12 u 19p
COOTBETCTBEHHO). Hanbosiee yacThiM BapUaHTOM SIBJISIET-
ca EXT, mytauuu rena EXT2 Bctpedatotcs B 3 pa3a pexe,
yem B reHe EXTI, nnsa nokyca EXT3 U3BeCTHBI JIMIIb
equHuyHble onucanus [9—11]. [Ipu myTtauusix B reHe
EXT1 B Bo3pacte 1o 30 JieT MpOUCXOAUT 03710KA4YeCTBIIE-
HUE OTACJIbHBIX 9K30CTO30B, TPEOYIOIIMUX ONEPATUBHOIO
seueHud [12].

CouyetaHue 2 peaKUX ayTOCOMHO-IOMMWHAHTHBIX
dopm, mopaxaroimx OJHOMOMEHTHO KOCTHYIO U MepU-
(epryecKyro HEPBHYIO CUCTEMBI, B OTHON CEMbE y Maphbl
MOHO3UTOTHBIX OJIM3HEI0B U UX OTLIA OTHOCATCS K YHU-
KaJbHBIM KJIMHUYECKUM HaOmoaeHus M. BeposaTHOCTb
MomIOOHOTO cOoOBbITUS paBHa 3,65 Ha 10° U B TOCTYMHOIA
JuTepaType Hamu He oOHapyxeHo. [TpuBonrM coOCTBEH-
HOe HaOIIoaeHME.

Kiannuyeckuii coryvaii

B Bopouesicckyro meouko-eeHemuueckyro KOHCYAbmayuro
051 UCKAIOYeHUsT MUONAMUU OblAU HANpasaeHsl 2 cecmpobl
(MoHo3U2OMHbLe Oau3HeYbL) 6 so3pacme 6,5 eoda (IV:2; IV:3)
¢ Jcanobamu Ha caabocms 8 HO2AX, HEYCMOUUUBYIO NOXOOKY
U KOCmHble 8bipOCMbl 8 00Aacmuy mpyouamslx Kocmei pyk
u Hoe.

Jlesouxu podunucey om 2-il bepemeHHOCMU, 2-X POO08
6 cpoke 33 ned ¢ maccoit 1650 u 1570 e, daunoii meaa 44
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Puc. 1. Xapaxmepucmuka nabarwdaemvix nayueHmok-moH03UOMHbIX 01U3-
Heyos: a — podocaosHas (3aumpuxoeantsie cumeonst — 6orvhvie HMCH 1B
€ MHOJICECMBEHHBIMU IK30CIO3AMU, <HOAbIe» CIMONbL € IKCMEH3Uell OCHOBHbIX
anane nanvues y omuya (111:3), nezaumpuxosarntsie — 300pogole Auua); 6 —
GHewHull U0 (NPasUAbHOE MEA0CAOJICeHUe, CpedHee (u3utecKoe pasgumue,
nAOCKOCMONuUe, CUMMEmpPU1Hble KOCMHbIe USMEHeHUs 8 001aACmU KONeHHbIX
Ccycmaeos — 3K30cmo3ol 601bULeOEPY0BbIX KOCIelT)

u 43 cm; 6 meuenue 2 mec H080POIICOCHHbLE HAXOOUNUCH 8 OM -
deneruu HeOOHOWEHHbIX U OblAU bINUCAHBL NPU OOCIUNCEHUL
maccot meaa 2300 u 2200 e coomeemcemeernno. Tlcuxomomop-
Hoe pazgumue 0o 2o0a npomekano 6e3 ocobeHHocmell, Xoms
mama yice 8 epyOHOM 803pACE OMMEUANa HeKOMOopble CA0NC-
Hocmu (HEYCmOMU8OCMb) 8 NOOOEPICAHUU NO3bl NPU NOCAOKe
8 Kpogamu U 04e8UOHYI HeA08KOCMb dguicenull. Xodumb obe
navuueHmiu Hauanu ¢ noddepuckoii 6 1,5 eoda, a camocmos-
menvHo 6 2 eoda, Ho npu 3mom yacmo nadanu. C 3moeo epe-
MeHU 'y 0beux cecmep ommeueHo 00HO8PEeMEHHOe NOosiBAeHUe
NAOMHBIX 00pa308aHULL 6 001aCMU 201€HElL, 4 3aMeM U 8 HUIC-
Hell mpemu 6edpenHbix Kocmel. Heycmoiiuugocms noxooku
U uacmole NadeHusi Ha Mom nepuoo PpacueHU8aUCh OeMCKUM
He8poN020M KAK NOCAe0CM8Us. NepUHAMAanbHoll SHyedarona-
muu. B OanvHellwem 0Oegouxu cmaiu XoOume HeCKOAbKO
YVeepeHHell, Xomsl U UCNbIMbL8AAU 3aMPYOHeHUs NPU RoOBeMe
no necmuuye u 6eee. B césa3u ¢ 0sueamenvubimu HapyueHusIMu
U CHUICEHUEM CYXONCUNbHBIX peqhieKcos 8 00AacmHoil dem-
CKOIl NOAUKAUHUKE UCKAKYAAACO MUONAMUSL.

Cemeiinvuii anamnes (puc. la). Cmapwas cecmpa,
12 nem (1V:4), om dpyeoeo 6paka, 30opoéa. Mamo, 35 rem,
30oposa. Omey, 32 nem, ¢ cemveil He npoxcueaem, 6 apmuu
He caydcun, co CA08 Mamepu, U3-3a HAAUYUs MHOICECMGEH-
HbIX KOCMHbIX 8bIPOCMOE HA MPYOUambiX KOCMAX PYK U HO2.
Y deda no omuyoeckoii aunuu, maxice co cn08, Oblau KOCHHble
0bpaszosanus 6 obnacmu pyK u Hoe, 4mo no360asem npeono-
A02CUMb HAAUYUE MHONCECIBEHHOU K30CMO3HOU XOHOPOOU -
CRAQ3UU C AYMOCOMHO-00MUHAHMHbLIM MUNOM hepedayu
8 POOOCAOBHOI.

Ilaunvie ocmompa: desouxu, 6,5 aem, macca mena
no 21 ke, ¢usuueckoe pazeumiue 6 060ux cay4asx Hedocma-
mounoe — dauna meaa 115 u 113 cm (puc. 16). Koxchbie
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Puc. 2. Penmeenocpammol kocmeii 2oneneli 0e8o4ex-0au3Hey08: 00HOMUNHbLe
MHOJICECMBEHHble IK30CMO3bl 001bUIEOEPUOBLIX KOCMEll 6epXHell U HUICHELL
mpemeli u HuJCHeil mpemu 6edpeHHOl Kocmeli ¢ 00eux cmopoH

nokpogul uucmole. Pempakyus axunnosvlx cyxodxcuiuil
¢ obeux cmopon. Illpu narvnayuu ymoaujeHus cmeonog
KOJNCHbIX 6emoyeKx nepugepuvecKux Hepeog Ha MOMeHMm
0CcMOMPa He Bbl6A€HO, 8 00AACMU KONEHHbIX, N1Y1e3ansCc -
HbIX CYCMaBo8 ONPedeasitomcs MHONCECBEHHble CUMMe-
mpu4Hble KOCMHble 00pa3zoeanus y obeux desouex (puc. 2).

Yepennvie nepewvr (4YH) 6e3 ocobennHocmell, peakuyus
3pAuK08 HA C8eM JICUBAs, HUCIAMA Hem, CAYX He USMEHEH.
Budumbix eunompodghuii mvluiy, naeuesoeo u mazo802o Nosco8
Hem, makxce Kak u mviuiy 6edep u eoneneil. Moiueurblii
MOHYC 8 PYKax U Hoeax Heckoabko chuxceH. Cuara npoxcu-
MANbHBIX MbLUY, PYK U HO2 CHUMCeHa 0o 4 6ainos, 6 paseu-
bamensx cmon u Kucmeil — do 3 6annoe. Oepanuuenv: ak-
MmueHble U NACCUBHbIE O0BUNCEHUS 6 20NeHOCMONHbIX
cycmasax. He moeym cmosime u xo0ums Ha namkax, c6o-
000HO cmosam u xodsm Ha Hockax. 3ampyoHeH nodsem
U3 NOA0JICEHUsL CUOS HA NOAY U3-3a PeMPAKUUU AXUAL0BbIX
cyxoxcuauil u mpyoHocmei yoepxucanus pagrogecusi. Cyxo-
JHCUNbHBLE peqherchl: OUUUNUMANbHbIe U MPUYUNUMANb-
Hble — HU3KUe pagHOMepHble, Kapnopaoudaibhble, KOAeHHble
U aXUuA108bL OMCYMCMBYIOM 6 000UX cayuasx. Buipaxcennoe
HapyuleHue 2ay00Koll U NOBEPXHOCMHOU UY8CMBUMENbHO-
cmu, Oonee @vipadcennoe ¢ Hoeax. Heycmoiiuuew: 6 nose
Pombepea — evipasicennoe nowamoléanue Kak ¢ OMKpbLMbl-
MU, mak u ¢ 3akpsimsimu erazamu. Ilpu oyenke koopouna-
MOpHbBIX NPOb y 0beux desouex ommeueH HeboAbulol PuKca-
YUOHHBLL mpemop U 00UHAK0BOe NPOMAXUBAHUE NpPU
8bINOAHEHUU NAAbYEeHOC080I npobul. [loxodka amakmuue-
cKasi — CeHCUMUBHASI AMAKCUSL.

Omeuy desouex (111:3) obcnedosan 6 cea3u ¢ Haruuuem
KOCMHbIX 00pa308aHUll 6 00aaCMU KPYNHBIX CYCMABO8 PYK
U HO2 (1y*e3ansaCmHbIX, KOAEHHbIX, 20AeHOCHONHbIX) C PAH-
Heeo demckoeo 6o3pacma. Ha momenm ocmompa ommeuaem
HeKOmOopYIo cAabocmb 8 pyKax u Ho2ax, 0e@opmayiuro cmon
U HeygepeHHyr NoxodKy. 3abosesanue pazeusaemcs
¢ 2-aemHeeo gospacma, kozoa poodumenu 0OHAPYICUAU

KocmHble 8bipocmbl 8 001acmu KOAeHHbIX cycmagos. Tevenue
boae3Hu — medaenHo npoepeccupyrowee. Qocaedosan KAuHU-
uecku u penmeenonoeuqecku ¢ LlenmpanvHom HayuHo-uccae-
008amMenbCKOM UHCMUMYme Mpagmamono2uu u opmoneouu
um. H. H. IIpuoposa 6 so3pacme 4—5 sem no nosody kocm-
HbIX 00pa308anuil, 6bl1 NOCMABAEH OUACHO3: MHOJICECIEEH-
Has 3K30CMO3HAsL XOHOPOOUCHAA3Usl, U3-3a 4ee0 He Obli
npusean Ha cayxcoy 6 apmuio. Hapywenue noxooku c 3 sem,
uacmo nadan, 00420 He Mo2 X00UMb H6e3 No00ePICKU, 8 UIKO-
A€ 3aHUMANcs QU3KYyAbmypoi 6 0300p08UMENbHOL epynne.
Ha ghone neuebroli puskysbmypsr ommeuan He3HauumenbHoe
yayuuienue noxooku. Jepopmauyus cmon maxaice ¢ paHHe2o
8o3pacma, écezda Oviau npobaemvl ¢ btoopom 0oysu. Omme-
yaemcs yKopoueHue negoii cmonvl. He moxcem cmosmo
u xo0ums Ha namkax. Heycmoiiuusocms npu xoovbe 603pa-
cmaem 8 cymepeuHoe 8peMs CYmokK, K020a He Modcem 3pu-
MmeabHO KOHMPOAUPOBams nepedsudicerue. B cemve anano-
euuroe 3aboneeanue y omya, 1931 e. p., ymepuieeo 6 57 rem
om uHgapkma muoxkapoa. Y omya maxice umeaucs Kocm-
Hble 00paz08aHus 6 004acmu KOAeHHbIX CYCMAag08, Hapyuie-
Hue Koopdunayuu u noxodxku. Mame 6oavHO20 300posa.
Ceoonas cecmpa no mamepu 300poga u umeem 2 douepeil
7 nem (MoHO3UcOmuble OAU3HEYbL), Y KOMOPbIX 8 803pacme
2 1em @blsi6AeHbL AHAN02UYHBIE USMEHEHUsl 8 BUOE MHOMCECH-
BEHHbIX IK30CMO0308 U HapyuieHue NOX0OKU.

Ilanusie ocmompa omua: pocm — 176 cm, macca meaa —
70 ke, okpyucHocmb 20n068bt — 58 cm, epydu — 98 cm.
Okpyacrocmo naewa — 33/32 cm, npeonaeuve — 28 cm, be-
dpo — 56 cm, eonenv — 41 cm. Ilarsnamopro ommeuaemcs
YmoaueHue cmeonog nepugeputeckux Hepsos. B obaacmu
3anACMbs U KOAEHHbIX CYCMAB08 0Npedessiiomcs Onyxonesud-
Hble 00pa308aHUsi KOCMHOU NAOMHOCMU, N0 MUNY 2pubosuo-
H0e0 3K30cmo3a caesa (puc. 3). legopmayuu cmon no muny
«nonvix», epybee cresa; YH: peakuuu 3pauxkoe nHa ceem
U KOHBEPeeHUUs HCUBbLE, MUMUHECKASL U HCeBAMENbHASL MY~
ckyaamypa uHmakmua. Ampoghuu muiuy Kucmeii, 6onee
solpadcensl 6 obaacmu thenar, eunompouu Molully, CMON,
ncesdozunepmpoqusi MoluLy, 204eHel.

Mbiuweunsiii mounyc cHudicen 6 OUCMANbHBIX 0mdenax
KoHeunocmell. Moiwmeynas cuisa OucmanbHolx 0moenos pyk
cHuxcena do 3 baanos, pazeubameneti cmon 0o 2 61108
caeea u do 1 banrna chpasa, He modxcem cmosms U Xo0Uums
Ha namkax. Hem O6uyunumanvHoelx, KapnopaouanvHuix,
KOAEHHBIX U aXUA108biX peghaekcog ¢ obeux cmopon. Iloxoo-
Ka amakmuyeckas, cmennaic cnpaga. Heycmoiiuug 6 nose
Pombepea, narvuye-nocosyo npody 8vinoaHsem c epy0ObiM
npomaxusanuem ¢ 06eux CMopoH ¢ 3AKPbIMbIMU 2AaA3aMU
(cencumuenas amakcus). Tpemop narvyes pyx. [unecmesus
00.1€6011 U MeMnepamypHoOU Yy8CMeUumMeabHOCMU N0 MUny
«NepHamoK» u «20abho6», Hapyulenue NPONPUOYENMUBHOLL
yyecmeumenbHocmu 8 pykax u Hoeax. Cunopom 651020 ou-
CManbHO20 mempanapesa, CeHCUMUBHOU amarkcuu.

B rabopamopuu monexyasproti eenemuxu OIBY MTHI]
PAMH nposedena JIHK-duaenocmuka. Yemanoeaena muc-
cenc-mymauus 6 eene MPZ (ceemenm 1q22) ¢ kodoue c.
3894>G/N 6 eemepo3ucomuom cOCMOSHUU C 3AMEHOL 8 NO-
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Puc. 3. YVomuya desouek xopowo 6udnbl bicmynarouuil KHapyicu 3K30cmo3
u deghopmauus 1€60ti cmonwvl

AUNENMUOHOU YenouKe AMUHOKUCAOMbL AU3UH 6 130-m noao-
acenuu Ha apeurur (Lys 130Arg), npusodsuas K HapyueHuo
CUHmME3a 0CHOBHO20 nepugepuyeckoeo beaka (MPZ) u ano-
MANLHOMY (POPMUPOSAHUIO MUEAUHOBBIX 000404eK nepuge-
PUMECKUX Hepe08, a makice mucceHc-mymauus é eene EXT2
(nokyc 11p12) 6 kodone c. 678 C>A 6 eemepo3ucomuom co-
cmosinuu ¢ p. Tyr226Stop, umo monekyasipHo-eeHemu4ecKu
noomeepxcoaem ouaenoz HMCH 1B u mHodMCECMBEHHYHO
9K30CMO3HYH XOHOPOOUCHAA3UI 2-20 mMund.

Pezyromamor IMT-uccaedosanus unenos cemou

Hccaedosanue obpasuya IHHK omua mOHO3U2OMHBIX
01u3HeY08 NOOMEepoUn0 HaluUUue Y Hee0 AHAN0UUHBIX MY~
mayuii 6 oboux eexwax, m.e. c. 389 A>G/N 6 eene MPZ
uc. 678 C>A ¢ eene EXT2. Taxum obpaszom, ycmarnosiexa
ceepeeauust OAHHbIX MYMAyUil @ cembe no aymocomMHo-00MU-
HAHMHOMY MUny.

IlodobHoe couemanue 6 00HOU cembe 2 mymauuil
6 DA3HBIX 2eHAX, OMHOCAWUXCS K HAPYUEeHUIO IKCnpeccull
0CHOBHO020 OeaKa mueauHa  000104KaxX nepugepuuecKux
Hepsoes, u dpyeoeo — EXT2, npuseduiee Kk ycuneruio npo-
Auepayuu Xpauweeoli MKaHu U 00pazo8anuto 3K30CmMo308
mpybuamelx Kocmell, saeHue YHUKAAbHOe 8 8UDY 00AbIUOLL
pedxocmu obeux gopm 6 nonyaauyuu. PeHomunuueckue
nposieaeHus 00eux Mymayuii XxapaKkmepusyomcs Haauuuem
V 601bHbIX OAUBHEY08 U UX OMUYA KAACCUHECKUX CUMNMOMO8
Kascdoeo u3 paccmampueaemsix HacaedcmeeHHbix 3a0601e-
eanuil. Tak, y obeux degouek pazgumue MOMOPUKU NPOUC-
X00UAO C BbIPANCEHHOU 3A0ePUCKOU, NO30HUM HAUANOM
camocmosmenvHoll xo0voul (6 18—20 mec), Heycmoiuugo-
CMbI0 NOX0OKU, HEYBePeHHOCMbI0 08UNCEHULl, XapaKmep-
HbLx 05 parnneil popmot HMCH 1B muna, ¢ nocaedyrouyum
HeKOmopsiM yayuuleHuem Koopdunayuu. Heszasucumo
OM HeBPON0UMECKUX HAPYUEHUL Ha 4—5-M 200y dHcUu3HU
6 001acmu 201eHOCMON08 NOSBUAUCH KOCIHblE 8bIPOCINbL,
KOmMopble mpaKkmosanucy KaKk pe3yabmam 4acmolx nade-
HUll, HO CUMMEMPUYHOCMb OOHAPYICEHHbIX NO OAHHBIM
PEHMeeH02PAMMbL IK30CMO308 U CUHXPOHHOCMb UX NOSG-
AeHUsL Y Kaxicooll U3 0e6ouex UCKAI0Ham ux mpagmamu-
ueckyto npupody. Umeromes edunuuHnvle coobujenus o no-
PAdCeHUU CMeoa08 nepugeputeckux Hepeos, NPOXooAUUX
801U3U pacmyuux 3K30CM0308, U pa3eumuu 6 pe3yaismame
napesoe [12]. B onucanHoil cembe ommeuaemcs pesxoe
samednenue CPB no nepugepuueckum nepeam pyK u Hoe
cummempu4Ho y obeux 604bHbIX 0e80UEK U UX OMUA.

KimHuuecku 00JIbHbIE WIEHbI CeMbU

M., 6,5 14,9 2,2 4,0
A, 6,5 14,5 2,2 5,2
n. medianus B. (orem), 32 16,1 0,4 16,7
KimHnyecku 3710poBblie YIEHbI CeMbH
O. (matp), 31 3,8 6,8 52
H. (eaHoyTtpoGHas cectpa), 12 3,2 9,8 58
Kinanyeckn 00J1bHbIE WiEHbI CEMbU
R M., 6,5 13,2 0,5 4,3
A, 6,5 14,3 0,9 4,0
b. (orew), 32 9,0 1,1 15,0
M., 6,5 35,2 0,4 3,8
n. tibialis A, 6,5 35,1 0,2 3,9
b. (orew), 32 9,4 0,2 18,0
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Knunuueckuii pazoop

IMT -uccnedosanue CPB no deueamenvrvim 6010KHAM
6cex nepugepureckux Hepeo8 pyK U Hoe NOKA3An0 pe3Koe
(10-kpamnoe) cuuxcenue ckopocmeil npogedeHusi HepeHbIX
UMNYAbCO8, 3HAYUMENbHOE YeeauyeHUue pe3udyanbHblx Ad-
MmeHmHoCmell, XapaKmeproe 045 MUEAUHONAMULL C 8PONCOeH-
HbIM OegheKmom (hopmMupo8anust MUeAUHOBbIX 000104eK (CM.
mabauyy). 3mo no3604un0 NPeonoaoNCUMb Halu4ue Myma-
yuu 6 eene MPZ, xoms obcyxcoanracs u 603MOICHOCMb M-
mauuu 6 dpyeux eexnax, npegcde éceeo 6 eenax NDRG (nokyc
8q24); GDAPI1 (nokyc 8q21) u ARHGEFI10 (noxyc 8p23),
umerouux cxo0Hyr aokaauzauuro ¢ eehom EXTI, kapmupo-
eanHom 6 noKyce 8q24. Ho mymayuu eenoe NDRG1 u GDAPI
HOCAM  aymMOCOMHO-PEYEeCCUBHblil XapaKkmep, a mymauus
6 eene ARHGEF10 xoms u Hocum 0oMuHaHmHbulii xapakmep,
umeem NO30HION MAHUGECMAYUI0 U XapaKmepu3yemcs yme-
pennvim cHuxcenuem CPB — 6 npedenax 30—40 m/c. Kpome

moeo, mymauuu 6 eene EXT1 y 60abHbIX He Obl10 YeMaHO8-
AEeHO.

Takum 00pa3oM, MBI TIOATBEPAVUIN HAJTMIKE 2 OTHCITb-
HBIX MyTalnii B 2 pa3Hbix reHax — c. 389 A>G/N B reHe
MPZwu c. 678 C>A Brene EXT2, KoTOpble HACIEIOBAINCH
ayTOCOMHO-IOMMHAHTHEIM 00pa3oM, HE3aBUCHMO APYT
OT JIpyTa y YWICHOB OTHOI CEMBH.

IIpencraBieHHoe HAOIOAEHE MOXKHO OTHECTH K Ba-
pHMaHTy Ka3yHCTHKHU, TaK KaK TPYIHO IIPEATIONOXUTH,
YTO B CTeHAX KaOMHETa TeHETHMYECKOIO KOHCYJIETUPOBA-
HUsI, HE TOBOPS YK€ O eXEeIHEBHOM HEBPOJIOTUUYCCKOM
MPaKTUKE, MOXKHO YaCTO CTOJKHYTBCS C TTOIOOHOTO poIa
coyeTaHMEeM TeHeTHIecKoro aedekra. Tem He MeHee, CITy-
Yaif 3aCTy>KUBacT BHUMAHUS KaK WITIOCTPAIIUS «<APOHUN»
TIPUPOIHLI ¢ 0ECKOHEUHBIM YMCJIOM BapMaHTOB U KOMOM-
HalM TeHHOM MaTOJOTUU.
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