Ananu3 rena koHHeKkcuHa 32 (GJB1, Cx32) y 60J1bHBIX ¢ HACIEACTBEHHBIMH MOTOPHO-
ceHcopHbiMu Heliponatusmu (HMCH) u3 bamkoprocrana.
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HacnencrBennsie MoTopHO-ceHcOopHBIe Helponatni, HMCH (6one3ns Illapko-Mapu-
Tyra, IIMT) — 3TO TeHeTHYECKH TETepOTCHHas Tpynmna 3a0o0JIeBaHUH, MOPAKAIOIINUX
nepudepuyecKylo HEpBHYIO cucTeMy. B nacmoswee epems 6 Pecnybauxe Bbawkopmocman
(Poccus, pecuon FOoxcnozo Ypana) sapecucmpuposano 330 nepoocmeennvix cemeti ¢ HMICH,
PACNPOCMPAHEHHOCMb  3A00J1e8aHUSA cocmaensem 10,3 na 100000 nacenenus.
IIpeobnaoarowum munom 3abonesanus 6 Pb aensemcs HMCH I muna. B 104 HepoaCTBEHHBIX
cembsix ¢ HMCH npoBeneH CkpuHMHT ayrmiukanuu reHa PMP22 u nouck MyTtaiuii B TeHE
koHHekcuHa 32 (GJB1, Cx32). dymnukauus rena PMP22 BeisiBnena B 26,0% ciyuaee HMCH
6e3 nuddepennmanun Ha Tumel 3ad6oneBanus u B 45,0% - cpenn HMCH I tuna.

VY 114 GonbHBIX U3 77 HEPOJACTBEHHBIX CEMEi, HE UMEIOIIUX AyIUTUKaIuu reHa PMP22,
npoBeaeHbl SSCP-ananu3 u moclieayromiee CEKBEHUPOBAHUE €AMHCTBEHHOTO KOJMPYIOUIETO
sk30Ha TeHa GJB1. B pesynbrare maHHOTO HMCCIEI0BaHUS ObUIM BBISBICHBI JBE MYyTallUd U
onuH noaumopdusm — Pro87Ala, Arg22Gln u 45G>A, coorBerctBeHHo. MyTanus Pro87Ala
okazamach 4vactod s OombHbix ¢ HMCH w3 bamkoprocrana, ona oOHapyxkeHa y 13
HEPOJICTBEHHBIX OOJIbHBIX, YTO cocTaBwio 12,03% B oOmiei BeiOOpke GoabHBIX ¢ HMCH n
20,63% cpenun 6onpHbix ¢ HMCHI (BbiOOpka GonmpHbix ¢ HMCHI cocraBnser 63 wern.,
COIJIaCHO JaHHBIM 3JIEKTpOoHeHpoMuorpapuieckoro ucciuenoBanus). C HanbobIeH YacToTON
JlaHHasE MyTalus BbIsIBJICHA cpenau OonbHBIX — Oamkup (35% cpenu OONBHBIX Oalikup ¢
HMCH 6e3 auddepennnanuu Ha THUIBI 3a0071eBaHus), pexe — cpeau pycckux (10,8%) u Tarap
(3,20%). CornacHo ormy0IMKOBaHHBIM JaHHBIM, 3Ta MyTanus Bcrpedaercs B bensrun (Nelis et
al., 1997) u He onmcana panee B Poccun. Myrarus Arg22Gln BeisiBiieHa y TpeX OOJNBHBIX W3
JIBYX CeMeil TaTapcKOW STHUYECKOW MPUHAAJIEKHOCTH, YTO cocTaBwio 2,77% g oOuiein
BbIOOpKU manueHToB u3 Pb, 0e3 muddepenumanuu Ha Tunsl 3aboneBanus u  6,45% nns
BBIOOPKU OONBHBIX — TaTap. Jlanwas mymayus panee ONUCAHA 8 CeMbAX OONbHbIX AnoHuu
(Matsuyama et al.,2001), I'epmanuu (Senderek et al., 1998), Qunnanouu (Silander et al., 1997)
u max oce, xax u mymayusi Pro87A4la, ne onucana 6 poccutickux cemvsx. O0¢ BBISBICHHBIC
MyTalMu 0O0yclnoBIUBarOT aAoMHHaHTHYI0 (Gopmy HMCH I tuma ¢ oTHOCHTENBHO MSTKHMHU
KIMHUYECKUMHU  TPOSIBJICHUSIMH, YTO TMOATBEPKIEHO M HAIIUMH  HCCIEAOBaHUSMHU.
[Tonmumonpduzm 45G>A, He IPUBOAAIINI K 3aMEHE AMUHOKHUCIIOTHI, BBISIBJICH Y IBYX OOJIBHBIX
MOPJIOBCKOM 3THUUECKON MPUHAJJIEKHOCTH; B JINTEPATypE paHEE HE OMMCAH.

Analysis of connexin 32 gene (GJB1, Cx32) in the hereditary motor and sensory
neuropathy (HMSN) patients from Bashkortostan

Hereditary motor and sensory neuropathy (HMSN) or Charcot-Marie-Tooth (CMT)
disease is a clinically and genetically heterogeneous disorder of peripheral nervous system.
The HMSN frequency in Bashkortostan Republic (BR , Russia, the territory of the South Urals)
is 10,3:100000. HMSN type I is prevalent in BR. In 104 unrelated HMSN families gene
PMP22 duplication screening was carried previously and obtained that this mutation frequency
in BR is 20,63% for all types of HMSN and 45,0% - for HMSN type L.

In this investigation the searching of mutations in GJB1 gene in patients without PMP
duplication (114 affected members from 77 unrelated families) was carried. Two mutations and
one polymorphism - Pro87Ala, Arg22GIn and 45G>A we determined using SSCP analysis
followed by sequencing of shifted samples. It turned out, that Pro87Ala mutation is frequent
among HMSN patients from Bashkortostan, it was revealed in 13 unrelated families, that
amount 12,03% for all types of HMSN and 20,63% - for HMSN type 1. This mutation was the
most frequent in patients of Bashkir ethnic origin (35% in Basckir patients), less frequent — in



Russian (10,8%) and Tatars (3,20%). Arg22GIn mutation was defined in three patients from
two families of Tatar ethnic origin (2,77% for all patients from BR and 6,45% for Tatar
patients without HMSN type differentiation. Both found mutations were described previously,
they cause the dominant form of HMSN type I with relatively mild clinical features. The
polymorphism 45G>A revealed in two unrelated patients of Mordvinian ethnic origin, it was
not describe earlier.



