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3A0POBbA U 3PAaBOOXPAHCHUA C KYPCOM ITOCICIUIIIIOMHOTO 06pa3013aHI/151;

Hacnencreennast  weiiponatus  Illapko-Mapu-Tyra  (cuH.:  HeBpajibHas
amuorpodus, OMIM: 118200, 118210) — sto Haubojece pacnpocTpaHeHHas Gopma
(1:2500) cpeam BceX HACNEACTBCHHBIX HEHpONMATHH, XapaKTepH3YHOMIasics
IreHEeTHYECKOW T'€TepOTr€HHOCTHIO, BBIPAXKEHHBIM KIMHUYECKUM MOJIUMOpP(OU3MOM H
XPOHUYECKH MTPOTPECCUPYIONINM TeueHueM [6, 8, 9, 11].

B Poccumn pacnpoctpaneHHOCTh HacienctseHHou Hewponatuu Illapxo-Mapu-
Tyra (HHILIMT) coctaBnser 5,7 na 100000 [11]. ITo mammeim E.A. KosymaunHoi
(2006), pacnpoctpanenHocts HHIIIMT B Kpachosipcke cocraBuia 9,17 na 100 000
Hacenenus [11].

Hacnencreennasa wHelpornatus Illapko-Mapu-Tyra mnopaxkaer Bce pacbkl U
HAIlMOHAJIBHOCTU 0€3 BO3PACTHBIX U F€HACPHBIX PA3TMYMMA, HO YaIlle CTPAIalOT JIIOAU
MoJojioro, Tpyaocrnocoonoro Bospacta (20-30 ner). IlporpeavieHTHOE TEUYCHHE
3a00seBaHusl ¢ OBICTPBIM PA3BUTHEM OCJIOXKHEHUH M OTCYTCTBHEM 3()PEKTUBHOIO
nedyenust 'y 6onbHBIX ¢ HHIIIMT npuBOAMT K CHUKEHHUIO KaUeCTBA XKU3HU U paHHEH
nBannan3annu.  OpHako HHIIMT w©e Bauser Ha QEepTUIBHOCTb H
MPOJOJDKUTENBHOCTh KM3HU OOJIBHBIX, 4YTO OOYCJIOBIMBAeT WX 3HAYUTEIHHOE
HAKOIUICHHE B CEMbsIX U B momyJisaiuu B neiaom [1, 10, 14].

B cooTBercTBUM C AaHHBIMH SJEKTPO(U3HMOIOTUYECKHX U MOP(HOIOrHYECKUX
METO/IOB HCCIEJOBaHUs, XapaKTepa MOpakeHUsl mnepudepuyeckrux HEPBOB MOKHO
yeTko AuddepeHnrpoBarh 18a ocHoBHBIX Ta HHILIMT [3, 6]:

- nepBbiii TN — muenuuonatuu (HHIIIMT tuna 1), xapakTepu3yroliuecs Io
JTaHHBIM 3JieKTpoHerpoMuorpadhun (OHMI'), 3HAYMTEIBHBIM CHU)KEHUEM CKOPOCTH

nposeacHus umnyibsca (CITH) o aeurarensusiM (MeHee 38 M/c) U 4yBCTBHTEIbLHBIM
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BOJIOKHaM Tiepudepruyeckux HEPBOB, a MOPQOJIOTHYECKH - CErMEHTapHOM
runepTpoduyeckoi JeMHUETUHU3ANUEH HEPBOB C (HOPMHUPOBAHUEM <ITyKOBHYHBIX
TOJIOBOK,

- Bropoit Tun — akcoHomatuu (HHILIMT Ttuma 2), xapakTepu3yIOIIHECs
MIEPBUYHBIM TOPAXKCHUEM aKCOHOB MNMepU(PEPUUIECKUX HEPBOB, MPHU ITOM CKOPOCTh
MPOBEJICHUS HMIyJibca MO MepudepuyeckuM HEpBaM B IMpeaeaax HOPMbl WU

YMEPEHHO CHUXCHBI, 2 Ha OMOIICHH — CTPYKTYpa MHUEJIMHA OCTAeTCsS COXPAaHHOM [5,

10, 13].

Hacnencreennas weiiponarust Illapk-Mapu-Tyra tina 1 — nambosee yacTwiit
BapHMaHT, Ha J0JI0 KoToporo mpuxoautcs 6onee 80% cnyuaes HHILIMT [7, 10]. B
abCcoMOTHOM OOJBIIMHCTBE ciiydaeB 3a0osieBanus u3 rpynnsl HHIIMT Ttuna 1
HacJeayeTcsl 0 ayTOCOMHO-ToMUHaHTHOMY Tuny. Kmuanuecku HHIIMT Tuna 1
xapakrepusyercs jaedrorom B Bo3pacte 10-20 seT, CyXoXmibHON apedekcuei,
norepei IIyOOKOM W TMOBEPXHOCTHON YYBCTBUTEIBHOCTH, TepUDEpUUECKUMHU
JUCTAIIbHBIMU TIape3aMu KOHEYHOoCTeH, aedopmaliieil cromn, KucTel, Mo3BOHOYHHUKA,
TPEMOpPOM KOHEUHOCTEH, BEreTaTUBHBIMU HapymieHussMu [ 13].

OCHOBHOW TreH, OTBETCTBEHHbIN 3a pa3BuTHe OoibluMHCTBA ciydaeB HHIIIMT
tuna 1, pacmosnokeH Ha KopoTkoM tuiede 17 xpomocomsl (17p11.2-p12) u komupyet
CUHTE3 CTPYKTypHOro Oenka mnepudepudeckoro muenuHa PMP22. Jlynnukanus B
rene PMP22 nannoro xpomocomHoro jokyca oOycinosinuBaer pazsurue HHIIIMT
tumna 1A [5, 9, 15].

Tpynnoctu nuarnoctukun HHIIIMT cBsizaHbl ¢ KIMHUYECKUM MOTUMOPPU3ZMOM U
TF€HETUYECKON FETEPOTE€HHOCTBIO.

Baxnon cocrasmstomert pannenn auarHoctukn HHIIIMT sgBisiercs TmarensHO
cOOpaHHBIN ceMeiiHbIii aHamHe3 (aHanM3 pPOJOCIOBHOW) U, MO BO3MOXHOCTH,
oOcnegoBaHue BceX OOJBHBIX WIEHOB CEMbU IMEPBOM M BTOPOM CTENEHU POJICTBA,
BKJTIOYAs KJIMHUYECKA ACUMITOMHBIX («3IOpPOBBIX») HOCHTEIEH MYTaHTHOI'O I'eHa.
OTO BaXXHO Uil YTOUHEHHUS THUIIA HACJIEAOBAaHUS U pacyeTa reHETHYECKOro PHUCKA

nacienosanuss HHIIIMT B gannoit cemse [2, 4, 9, 10].
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Y KIMHUYECKH CHUMIITOMHBIX OOJIbHBIX OCHOBHBIM METOJIOM JHArHOCTUKHU
saBisieTcss  peHoTunupoBanue. Ha goxiaumHUuYeckod cTaguu 3aboJjieBaHUs, IpHU
orcyrcTBUU DHMI -npu3HaKoB JeMUETMHU3AIMNA WM aKCOHOMATUU, MOJEKYJISAPHO-
TEHETUYECKOE MCCIENOBAHUE SIBIISIETCS €AUHCTBEHHO BO3MOYKHBIM METOJOM pAaHHEH
auarnoctuku HHIIIMT [3, 4, 6]. Ho B cBs3u ¢ tem, uro JJHK-guarnoctuka sipisercs
JOPOTOCTOSIIIMM METOJOM JHAarHocTuku B Poccuiickon dPenepauuu, peikKo Iaxe
KJIMHUYECKU TTOCTABJICHHBIA JUArHO3 MOATBEPKIACTCI MOJIEKYJISIPHO-TEHETUYECKUM
TECTUPOBAHUEM.

B orsaromennbix cembsix mnpoduiaktuka HHIIMT ocHoBbIBaeTCs Ha MEIHMKO-
IeHETHYECKOM KOHCYJIbTUPOBaHNHU U npeHaTanbHoi JIHK-auarnoctuke [1, 4, 5, 12].

BaxHyto ponbp  MOJIEKYJSIPHO-TEHETUYECKOTO  TECTUPOBAHHMS B  paHHEH
(moxnuanueckoi) muarHoctuke HHIIIMT B OTSATOIIEHHBIX CEMbBSX IEMOHCTPUPYET
MPEICTABICHHBIN KIIMHUYECKUN TPUMED.

Knunuuecxuii npumep. Ipobaun A., 7 net. (IV, 9), ObUT aKTUBHO OCMOTPEH HAMM
KaK POJICTBEHHUK TEPBOM JIMHUM POJICTBA OOJLHOIO ¢ HACJIEACTBEHHON HeMponaTueit
[ITapko-Mapu-Tyrta. Ha MOMEHT ocMoTpa xano0 He MPeTbIBIISLI.

B HeBposiornyeckoM craryce y npobdaHaa HapyuieHui He BbisiBlIeHO. [1o JaHHBIM
KOMIIBIOTEPHOW  TMAJUIECTE3UOMETPUM  —  BBICOKOYYBCTBHUTEIIBHOTO  METOJA
JTUArHOCTUKA HapYIIEHWH BUOPAIlMOHHOW YYBCTBUTEIBHOCTH — IIOKA3aTeld C
JTUCTAJIbHBIX OTAECIIOB BEPXHUX M HUKHUX KOHEYHOCTEM HAXOJWJIHUCH B INpeAesax
Bo3pacTHOM HOpMBI. [lo pesymbratam OHMI cpenwHHOrO, Maynio0epIioBOro u
00JIbIIIE0EPIIOBOTO HEPBOB CHIKEHUSI CKOPOCTHBIX U aMIUIMTY/IHBIX MOKa3aTese He
3apEruCTPUPOBAHO.

CeMeliHblii aHaMHE3 OTArOIIEH 110 MATEPUHCKOW JMHMM (HaclieCTBCHHAS
ceHcomoTopHas Helipornatus [lapko-Mapu-Tyta y aBotopoausix 6adymek (11,2; 11,6)
u aoropoanoro asau npodanaa (111,2) (puc. 1). Tun HacaenoBaHus 3a00JIeBaHUS U3-
32 OTCYTCTBUSI CBEJCHUM O COCTOSIHUU 3JI0POBBS JAPYTUX POJCTBEHHUKOB MpoOaHia
Ha MOMEHT MEPBUYHOTO OCMOTpa peOeHKa YTOUYHUTH HE YJaJI0Ch.

Bo Bcex BmepBble THArHOCTHPOBAHHBIX HaMHU ciydasx (MCKiIrodas HpoOaHga —

ACUMIITOMHOTI'O HOCHUTCIIA MYTaI_II/II/I) KIIMHHUYCCKas KapTUHa 3a00JIeBaHHUS
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nepudepruueckoil HEpBHOM cHUCTeMbl ObUla OJHOTUIIHOM M XapaKTepuU30Balach
MEJJIEHHO MPOTrPEIUEHTHBIM IUCTAIBHBIM BSJIBIM TETpamnape3oM, (hopMHpPOBAHUEM
«TIOJBIX» CTON, aMHOTPOPUSIMHU, NPEUMYIIECTBEHHO MBI KHUCTEH U CTOI,
pPaccTpOCTBOM BCEX BUAOB YYBCTBUTEIBHOCTH HA YPOBHE JUCTAJIbHBIX OTAEJIOB PYK
Y HOT, HAPYIIEHUEM MOXOJIKHU.

B xone akTMBHOrO ocMoTpa M J00OCJEI0BAHMS YICHOB POJIOCIOBHOW NEPBOW U
BTOpOM JIMHUU pOJCTBAa Ha 0aze MexkadeapanbHON 1adopaTOpuu MEIULUHCKOM
reHeTku Kpac'MYVY namu BnepBbie Oblila BbISIBIEHA HACJIEICTBEHHas HeHpomnaTus
[lapko-Mapu-Tyta y mamsl npobanaa (111,21) u emie y 8 unenor pogocinosHoi: 1,1;
11,8; 11,12; 111,13; 111,14; 111,15; IV,1; IV,8 (puc. 2).

KnuHanyeckuit auarHo3 ObUT TOATBEPXKJAEH HaMH HEHPO(OU3UOIOTHYECKH U
reHetnyecku. KommnbrorepHas namecresuomerpuss u OHMIT mpoBoaumnace Bcem
BBISIBIICHHBIM HaMHU OOJIBHBIM, a TaKK€ KIMHHUYECKH ACUMITOMHBIM (370POBBIM)
YJieHaM pOJIOCJIOBHOW B YCJOBHUSIX KaOWHETa HEWpO-MBIIIEYHON MaTOJOTUH
MeXKapeapaaTbHOM  HAy4YHO-UCCIENOBATENbCKON  JIabopaTopuu  MEIUIIUHCKOM
reHetTukn KpacIMVY wum. npod. B.®. Boiino-fceneuxkoro. MonexynspHo-
reHeTHYECKHEe  HUCCJEeJOBaHMS  MPOBOJMUIMCH COBMECTHO ¢  Jlaboparopueit
MOJIEKYJISIPHO-TeHETHYeCKUX  ucciaenopanuid  HWMW  tepanum  CO  PAMH
(HoBocuOupck). Jlist BEISIBICHUS NPUYMHHOW MyTaluu, xapaktepHoi aiuss HHIIIMT
tuna 1A, wucnonb3oBaiMch peareHThl Habopa «CMT-dup» (OOO «llentp
MOJICKYJISIPHOM FeHETHKU», MOCKBa).

VY npobanna Takxke OblIa BhISIBICHA Ayruinkauus B reHe PMP22 nma xpomocome
17p11.2, no nBym Mapkepam 17dup5 u 17dup4.

VYuuTeiBasg KIMHUKO-TEHEATOTUUECKUI aHaMHe3 U pe3ysbraTtel JJHK-nuarnoctuku
y npobaHaa, HaMu ObUla BHEPBbIE HAa JOKJIMHUYECKON CTaJuM TUAarHOCTHUPOBAaHA
Hacneocmeennas neiiponamus lllapxo-Mapu-Tyma munalA, cemetinas ¢gopma, c
aymocoMHO-00MUHAHMHBIM MUNOM HACAe008AHUSL.

Jlanbl pexkoMeHJalMH [0 JIMCIIaHCepHOMY HaOIIofeHuI0 pebeHka y Bpaya-

reHEeTHKa, BEIOOPY CIIOPTUBHBIX HArpy30kK, MUTAHUIO, 0OCOOEHHOCTAM Mo00pa 00yBH,
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ne4eOHON (DU3KYNBTYpE, CAaHATOPHO-KYPOPTHOMY JICUEHUIO JJII CHUXKEHHSI TEMIIOB
IpOrpeccCHpoBaHus 3a001eBaHus (CTAOMIM3AINY ITaTOJIOTUIECKOTO MPOIIecca).

Takum oOpa3oMm, Ha KIMHUYECKOM MpUMeEpe YOEAUTENIbHO TI0Ka3aHo, 4YTO
MOJICKYJISIPHO-TEHETUUECKOE MCCICAOBAHUE JICKUT B OCHOBE JOKIMHHUYECKOHN
JWAarHOCTUKA HOCHUTEJIEM MYTAaHTHOIO T€Ha U SBISIETCS OCHOBHBIM U IIOKa
€AMHCTBEHHO BO3MOXHBIM TMOAXOAOM K NPO(HUIAKTHKE MPOrpecCUpoBaHUs
HacieactBeHHo  Heiponatum  Illapko-Mapu-Tyra HHIOMT tuma 1A B
OTSTOILICHHBIX CEMbSIX.

THE CASE OF HEREDITARY MOTOR-SENSORY NEUROPATHY
CHARCOT-MARIE-TOOTH TYPE 1A

E. V. Glushenko, N. A. Shnayder, V. A. Shulmin, M. |. Voevoda, V.N. Maksimov,
A. A. Allachverdyn, E. A. Kozulina, M. S. Pilyugina

Krasnoyarsk State Medical University named after prof. V.F. Vojno-Y asenetsky

Abstract. This article regards the role of molecular genetic studies in the preclinical
diagnosis of hereditary neuropathy Charcot-Marie-Tooth on the clinical case of early
diagnosis of disease in achild of 7 years old.

Key wor ds: hereditary neuropathy Charcot-Marie-Tooth, molecular genetic testing,
DNA diagnosis.
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