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Betryn. CnankoBid MOTOCEHCOPHA HEBPOMATIA,
abo xpopoba Wapko-Mapi-Tyve (LUMT), — ue
rETEPOreHH rpyna 3aXBOPIOBAHL, [IPH AKHX Ypa-
AVIOThCH nepudepryti Heps. B pesyasTati uboro
POIEHBRETLCS CHMETPHY HA, XPOHIYHA, [IPOIPECY-
ua ANCTATBHA CNabKicTh Ta aTpodis IMCTAIBHUX
M'H3IE 31 3MEHILEHHAM ado BUICYTHICTIO CyXo-
HHIBEHMX pediekcis Ta VIPATOR YVIIMBOCTI KiH-
tisok. Yacto ue cnpuyuMHye 1ehopMaltin KiHiBoK
[1]. IUIMT — ue Halpo3NOBCKUKEHILLE CTTALKOBE
HEBPOIOTIMHE JAXBOPIOBAHHS, HACTOTd HKOIO Ba-
pitoe B pi3HMX NONYIALIAN CRITY, 418 B CepeIHbOMY
cknanae 1 : 2500 [2, 3). 3a K1iHiYHHUMH JaHHMK,
AKi BM3HAYAIOTECH i3 JACTOCYBAHHAM KPHTEpPIK
WBMAKOCTI NPOBIAHOCT] HEPBOBHMX IMIYAbCIB
(NCV — nerve conduction velocity), BHALTAKTE
apa ocHOBHMX THITH — LUMTI ta IUMT2. 3a3pu-
yait IUMTI po3sBMBAETECA B PEIVAETATI MOWIKOI-
MEeHb MIENIHY, 1O HA TICTONOMUHMX NPenapaTax
BHIJIALAE HK CerMeHTapHa aemicnidizauis [1].
Bizosmo, Wo NMEPEHHHOW MIlLEHHI0 YPameHHH
npu LWUMT2 ¢ akcoru [2]. LUMT2 xapakrepu-
IVETHCS OUIBIL M'AKHMM KIIHIMHHMMKY NPOSBAMM,
WMTI yacto HAIMBAIOTE <1eMIENTHOBOIO HEBDO-
nariews, a LLIMT2 — «akcoHonaTietos.

3a THNOM VCMTALKYBAHHA BUALHIOTD AV TOCOMHO=
AOMIHAHTHY, aYTOCOMHO-PELECHBHY Ta X-34ern-
neny popun LIMT, Ha ceoroani mke simomo
Onuasko 20 A0KyCiB, HKD 34enIeHi 3 pisHUMH
thopmamu LUMT ta cnopinnenux nepponarii [4],
d1¢ MOWYK HOBHX IOKYCIE TPMBAE, 1 ICHYE BENHKA
IMOBIPHICTD, WO UeH CIHCoK Dyie NONoBHEHHN,

Haiiginein posnoscromkenuM € LWWMTIL, mna
AKDIO BAKE KAPTOBAHO TPH FEHH; [UTH ayTOCOMHO=
aoMinantHoro Tuny LWMTIA — red PMP22 (pe-
ripheral myelin protein 22) B XpOMOCOMHIN 1in5H-
ui 17pl1.2 [5-7]; onst ayToCOMHO-IOMIHAHTHOTO
uny WMTIB — ren MPZ/P, (myelin protein
ZEr0) B XPOMOCOMHIM ninsHui 1g22-23 |8]; wia X-
erienoro tany LWMTIX — red Cx32 (connexin
32) v xpomocomuii diasuui Xgl3 [9). Orpumano
TAKOHX HOB BLIOMOCTI NPO IR'A30K MYTALIH B reHi
EGR2 (early growth response) 3 possdteomM LLIMTI
[ 10], ane ui aaui nOTpebYIOTL YTOUHEHHHA.

Mpubanano 3/4 nauienTis 3 IUMT] Hanexate
ogo WMTIA. Ons uiel niorpynu BCTAHOBNE-
HO HalBiAbW 4YacTe FeHEeTHYHE YILKOKEeHHS
(MAKOPHA MYTaLlif) — OyMIIKALIN HYKIEOTHAHOT
nocaitoBHocTi posMipoM 1.5 M.MLH. B AiasHL
17p11.2-12, AKa BUHWKAE B PEIVIBTATI HEPIBHOTO
KPOCHHIOBEPRY MiX ABOMA FOMOJOIMYHHMMH MOB-
TOPIOBAHHMH CICMEHTAMM, LD C]l’IHH EVIOTh JaHY
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aiasHKy [11]. La mytauia averpivaersca y 5070 %
XxBOpHX Ha LUMTIA |5). Ten PMP22 sHaxooutees
BCepeaMHi wiel ninaHkH, BetanorneHo, 1o aene-
wii, iHcepuil, TouKoBI MyTauil B LEOMY FeHi Tex
npyu3eoaaTe 1o poseuTky LMTIA [12, 13].

Metow nanoi pobortu Gyna inenTudikauis
AyTUKauil HYKIe0THIHOI TIOCALI0BHOCTI PO3Mi-
pos 1,5 M.NLH. Ha XpoMOCOMHIN abmsHui 17pl1.2-12
¥ XBOPHX 3 a¥TOCOMHO-IOMIHAHTHHM THIIOM YC-
naakysadds (LLIMT, Tun 1A) Ta wieHis ix poaMH.
A UbOro NPOBOLMBCH AHANS PISHHUX ANeIbHHX
BAPiaHTIB reHOMHOT NocTiIoBHOCTI NotiMopdHHX
nokycis 175921 ta 1751358, nokanizoeaHux B paio-
Hi aynaikanii.

Mavepiaam Ta meroan. Marepiatom ana noc-
nipkeHHs Oyiau 3pasku nepudepHyHol Kposi
XBOPHMX Hid PI3HI THNKH HEHPOMOTOCEHCOPHOT HER-
ponatii (xeopoba Lapko-Mapi-Tyc) Ta unenin 1x
ciMeil 3 pizHKX periodis YEpainm.

JHK i3 3paskis Kposi BUALTAIH 3 BUKOPMCTAH-
H#M MeToaie, ki Ovau onKcaHi paxiwe [14, 15].

MocainosHocTi ONIroHYKIEOTHIHHX NpaHMepin
s amraidikauii in vitro 3a 10NOMOToKQ NoaiMe-
PAZHOT JIAHUIOTOBOT peakuiil roMonorivsdi nocni-
JOBHOCTAM TNoJiMOphHUX Jokycie 1751338 T1a
175921 [16]. TP npoBoauin B AaBTOMATHYHOMY
pexumi Ha Tepmounkiepi « DNA Thetrmal Cycler
480» thipmn «Perkin Elmers 3a cxeMom0, fika Hape-
neH4a B Tabnuii.

Enexrpodoperiyte poaaiieHHs MpoayKTis amr-
Niikauii npopoauan g 12%-HoOMY HEOEHATVRYIO-
HOMY MOMAKPUAAMUIHOMY redl (CcniBslaHOLeHHS
akpuaaminy Ta icakpuaaminy 29: 1, 8 0,5 < TBE
npu 200 B snpososx 20 ron) 3 HACTYIIHOW Bigy-
aNizalielo 3a D0NoMorolo 3abapeneHHA GpoMuc-
THM ETHAIYMOM i CKaHyBaHHsA Ha Y@O-TpaHcino-
MinaTopi,

Ockijibkr 0DHaBa JOCHIIKYBAHHX JIOKYCH €
NOAIMOPGHUMHA 38 KUbKICTIO CA-THHYRIICOTHIIE,

Cxema nodivepasnod Janmorosol peasuii

Joxye | xiﬁr:.‘iln;lh Jerarypauis Hmm.hwi"”.‘ Corea
el r s NpaisMepis
1751358 1 | M°C—2xp MC—45¢ T2°C—45¢
I 30 94°%C —40c §5T°C -3¢ MC—-dc
17592] [ | M5 —2xn 6°C—45¢ T2C—45¢
N 30 MsC—4)c 55°C—35¢ M*C—dc
56

X anenkHi BAPIAHTH MOXYTE BIAPIZHATHCH OIHH
Big ogHoro anwe Ha gekineka CA-nosropis. Tomy
U1 BCTAHOBJGHHHA TOYHMX PO3IMIPIE NPOAYKTIE
aMmnnidikauil KOHKPETHHX ANENiE NPoBOIWAK iX
AHANIS 33 DOMOMOTOK ABTOMATHYHOIO NAIEPHOro
thnyopumerpa ALF-express («sAmersham Phar-
macia Biotechs). 118 ULOro OIHH 3 KOXHOI na-
pu npaiimepis Oy nomiseHuid dayvopecueHT-
uum Gapenukom Cy5. Anikeoty nponykry [P
(0,25—0,5 mMrn) sMilyBanm 3 3 ME PO3UHHY A8
HAHECEHHS Ha Fefib, Wo MicTui: 95%-uui dopu-
amMim, 5 Mmr/m IeKcTpaHa CHHBOTD, JBa BHYTPILI-
HiX MapkepH BH3HadeHoro posmipy. [licas uboro
CyMiLL JeHATYPYBAIH npoTaroM 3 xe npu 93 °C |
IBEHIKO OXOMOLAKYBLIH Hil TROIY, MICJIH HOro HAHO-
CHJIM Ha deHaTypyroumnil 8% -uuid noniakpunamia-
HHi ALF-reab (cnisBilHOWEHHA akpHaamin ; Dic-
akpuaamiz — 24 0 1), mo mMicTHB 0,3 x TBEi T M
cevoBuHy. Enexrpodopes NpoBoLuid NpH TeM-
neparypi 45 °C, npu 1000 B, 50 MA, 30 Br npotsirom
90 xe. INicaa ckanveania ALF-remo davoporpa-
sy npoavkTie TP obpobasani 3 BUKOPHCTAHHAM
komi'oteprol nporpamn FM2.1 (Fragment Ma-
nager Software V2.1, Pharmacia).

PesyabTaTh nocaiukens a ix obrosopenns. Ha-
MH DOYJIO TNPOBENEHO KJIIHIKO-TeHeanorivYHHH
aHanis 28 HecnopiaHeHux ciMei T4 oTpuMaHo 88
spaskis JAHK xpopux ta wieHis iX poiauH 3 ayro-
COMHO-J0MIHAHTHHM, AYTOCOMHO-PEUECHBHHUM
T4 X-3uyernieHuM THIOM YCMAOKYBaAHHH IH-GDUEH
[apko-Mapi-Tye 3 pizHux periodis ¥Yxpainu.

s nocnimxkenus aynnikauii 1,5 m.n.H. 06-
qacri 17pl1.2-12 (aka syctpivaerscs v 50—70 %
xpopux Ha LIMTIA) namu Gyao siaidpano auiwe
TiciMT, B AKHX DY10 BCTAHOBISHO AYTOCOMHO-10-
MIHAHTHWH TMN YCMaIkyBaHHA (3 cimein — 17
apaskis JHK).

Jng inenTudikauii wiel nynaikawmii HaMmu Oye
BHKOPHCTAHMH niaxia, padiwe onucadnii Mep-
CisSIHOBOIO TA CriBaRT. [16], CYTE AKOTO NOJATAE B
neTekuil anensHMX BAPIAHTIE LISCTH MiKpoOCca-
TENTHUX MONIMOPDHNX JIOKYCIR 3 HUSHKY, SKa
aynaikyeTeed. B naHomy JochiikKeHHi LI5S peecT-
pauii ayrurikauil Hamm 0ynl Binidpadi NOKYCH
175921 1a 1751358, aki 3a niTepaTypHUMH JaHHMM
XAPAKTEPUIVIOTECH BHCOKMM PIBHEM [eTeposM-
rotHocti |16]. ¥V Bunaaky ayniikadii y xsoporo
MaK0Th OYTH TIPHCYTHI MO TPH ANE/H UTH KOKHOTO
3 UMX MapKepip: NOABIAHUA Habip anenip Ha oa-
Hill xpoMOCOMi Ta OIMH anens Ha iHWiA. Tomy
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ineHTHgikawis IIMTI1A-aynaikauiil 3a 1o0noMo-
MO LMY MAPKEPiB Moe OVTH IH(OPMATHEHOW
JAUILIE Y BHITALKAX, KONH PEECTPVHITROH abo TPH
ANens No A0CHUIAKYBAHOMY MAPKEPY (¥ BHIAOKY,
AKLWIO BCI TPM ANENs MAOTh PL3HI poasmipu), abo
B AT PIAHOT IHTEHCHBHOCTI {8 KILO BA 3 TPROX
aneneild MaTe OIHAKOBMH po3Mip, TO CMyra, axa
BLIMOBLAAE noasiiiHii 1031 anens, Gvie MaTH L1 b-
(LY IHTEHCHBHICTE) (pHC. 1)

Ak HeiudopMaTHBHI POICAALAIHCH HACTYNHI
cuTvanii (puc. 1): 1) AKwWo iHIKBII OVE roMosm-
TOTHHM 38 .-'J‘.{)C..'I'IJJ-K}-'H:;H-IH\I' JOEVCOM (TPpH aneins
OIHAKDBOTO PO3Mipy) — Taky TOMOIMIOTY He-
MOAUIMBO BLAPI3HUTH Bi 300POBOI FOMOIMIOTH 3
ABOMA anenamMu; 2) AKIO cnocTepiranact Dibila
IHTEHCHBHICTL KOPOTWIOrO adeis npu pisHMLi
Mix wiensMu BoanH CA-nosTop (2 n.H.), OCKINbKM
HaBITE NpW BiacyTHOCTE IUMT1A-nynnikauii ans
npoaykris [1JIP B nochidoRHOCTI MikpocaTeniT-
HUX NOKYCIB XAPaKTEepHUM € Te, 10 MEeHLI npo-
THMHHE Anedb, AKHH BLIPDI3HAETHCA Bil IHWOrO
auie Ha oauH CA-NOBTOP, 3aBRIH Mae OLIbly
IHTEHCHMBHICTE BHACTITOK eheKTY « MCKOBIYBAHHS
AHK-nomimepazus,

Takum uHoM, cuTvauil 1-3 (puc. 1) e indwop-
MATHBHUMH, TOOTO V TAKHX XBOPHX 34 PE3VIbTa-
TaMH aHATi3Y MIKPOCATENITHHX JOKYCIE MOAHA
ineHTHgIKYBATH OYNIiKAILW0, a v Bunankax 4 1a 3
AHANS MIKpOCATETHIX J0KYCis € Heindopma-
THRHHM.

s Beix Binibpanux HaMu civeil Gyno npose-
aeHo ananis WIMTIA-nynaikauii 3 BHKOPHCTAH-
HAM MiKpocaTeniTHHX nokycie [ 78921 Ta 17513358,

3 enextpodhoperpamu npoayktis MNJIP nocai-
aosHOCTLIoKyCa 1 78921 (puc. 2) Mmoxna nodaunTy,
o ciM'a Al iHhOopMATHEHA 33 TAHHM JOKVCOM,
OCKINBKM B LW ciM Dabyves mae apa anend pizHol
IHTEHCHBHOCTI, 4 11 J0UKA Ta OBl OHYYKH MATh
o TEW pisHKx annens nokyca 175921, TakuM uu-
HOM, B ciM’ K] Oyao inenTrdikoBaHo ayiuika-
Wil B aochaiukyeaHoMy aokvcl. B npox iHLIMX
CiM'sX MM BAYHMO CHTYALLIIO, TIPH HKIH aneni, wo
BIAPIIHAIOTECA Ha 2 11.H., HETOCTATHBO YiTKO po3-
nisoTecH (cim's [ Garbko Ta npodana 1a ciM's
[11: maTu). KpiM TOro, reTepoayniekcH, aKi yTeo-
proloTecA npu enekrpodopesi B NAAL B Heaena-
TYPYEOMHX YMOBEX, HBOKAOTE KOPEKTHIA IHTEp-
npeTawii pesyiabTaris 8 ¢imT ] (y Darbka, AKuii €
XBOPHM, MOGKHA NOMILIKOBO IT8HTHDIKYBAaTH HasB-
HicTE Tpbox anenir). Paszom 3 tum B cim'T T11 3a
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B smenwa iHTEHCHBHICTE CMyrH {1 anene)

B Giswa iHTeHCHBHICTE CMy i (2 abo 3 anena)

Pue. 1. Cxematiude 300pakeHHA eNeRTPOQOPErpaMH
MOBTHBHY BAPIAHTIE po3noainy anenis GyIe-HKOro MiKpo-
caTeNiTHOTO MapkepHoTo nokyca 3 dinaukk WMTIA-
aynaikaniy | — xpopuil 3 TPOMA PLIHMME ANERAMH MIKPO-
CATENITHOMD J0KYea, 2 — XROpHil 3 ZROMA PISHMMM ane-
NHMH MIKPOCATENITHOTO AOKYCA DIIHOT IHTEHCHBHOCTI
(pi3HMUWA 2 N.H.), JOBIIKH anenk MaE BinLIY iINTEHCHE-
HICTE; J — XBOPHIT 3 ABOMA PISHHMH ANENAMH MIKPOCATE-
TTHOTD JOKVCA PIIHOT iHTeHCHBHOCTE (plaMnun > 2 n.H.);
4 — XBOPMIT, HKHI € rOMO3IHMOTON 38 JEHHM J0KYCOM; § —
NHOPHE 3 IROME DISHUMH ANETAMH MIKPOCATENITHOMD JOKY-
ca pi3nol iHTEHCHBHOCTI (piannus 2 m.H.), 1806 3 MEHILOK
KLUIbKICTHO NOBTOPIE Ma€ DALY IHTEHCHRHICTE

l 2 3 4 5 &6 7 & 8 o
Puc. 2. Enexrpodoperpama npoayerin TP nokyea

175921, Cim'a ['l: [ — Dareko; 2 — npobalm; J — MaTH.
Cim'n Kl: 4 — Gabven no sarepi; J — warw; & —
npobanm, 7— cioe, Cim'a M1 § — bateko; 9 — npobad;
i — matn. H — reTeponynaexcu

LLMX #E YMOB AHANI3Y HEMOATHBO OLIHUTH IHTEH-
CHRHICTL PI3HUX Anenis v Xropux (DaTEKO Ta Npo-
Gata). TosMy 118 BCTAHORISHHA TOMHHX PO3IMIpiB
Td KinbkicHol owiHKd npoaykris amrtidgikanii
KOHKPETHHX aleNiB MW NPOBOLIHIH 1X aHanil 34
DONOMOIOK ABTOMATHYHOIMD JasepHore (uiyopH-
merpa ALF-express, ocKilbKH JaHa CHCTEMA O03-
BOMAE TpOBecTH KinbKicHy ouinky TLTP-npo-
IVKTIB KOXHOTO 3 aneneil Ha OCHOBI KoM ioTepHoi
00pobKH. BHKOPHCTAHHS KOPOTKOTO JSHATYPYIO-
uyoro TTAATD nozpoanao 3anobirti nosel rerepo-
AVIIEKCIE.

3 naeemeHol duivoporpaMd (puc. 3) MoxHa
BH3HAYUTH, WO ¥ BaTbKa 3 poautu Il HasBHi anie
lIBa anensd ONHAKOBOI iIHTEHCHBHOCTI, a HE TPH, fIK
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Pwe. 3. Mayoporpasiu nponvkTin NP noxyea 175921,

Cisi'a I'l: | — Datexo; 2 — npobads; 3 — sarid, Cis'a [T1:
4 — BaTeko; 5 — npodaxn; 6 MaTH

MH DaUIM Ha enekTpodoperpami (puc. 2). Takum
yuHoM, B ciMi [l Hamu He inentudikopasa oyn-
nikauis, B cim'i T11 33 1onoMorow KoM’ oTepHoi
obGpobku pavoporpami npoaykTis TJ1P Branocs
BCTAHOBHTH, L0 ¥ XBOPHX DATbKA Ta 1OYKH HASABHI
no apa anens nokyca 175921 pizHoi iHTEHCHB-
HOCTI (IHTEHCHBHICTD BLIPISHAETLCH NMOHAL B 1Ba
Pasu), O CBITYHTE HA KOPMCTE AYTUIIKALLi.
Takum unHom, oynaikauis ainasku 17pl1.2-12
fyla BCTAHOBACHA ¥ 9 XBOPMX 3 TPbOX HECMo-
piaHenux cimeit 3 IUMTIA. B oaxiil poawni Oyno
BHABACHO TPW aneas nokyca 175921 y marepi 1a
[BOX HiTei, a y Dabyci — [Ba anens pi3Hoi iHTeH-
cueHocTi. Hikapo 3a3HauuTH, U0 B WIH poaWHI
THAKICTE KAHIMHMX NPOABIE 3aXBOPHOBAHHA
papiloBata B nokoniHuax ein aerkol WMT 3
MZHEOK MaHfecTalicn ¥ 0adyel 10 THKKO! QopMi
3 pAHHbOK MadidecTaniew v i onyvyok. TNoaidua
KNIHIYHA KapTHHA Byd ONMCAHA L8 POIHHK 3
LWMT2 |17]. TakHM HHHOM, MOXHA 3Ipo0HTH
BHCHOBOK 1TPO HAABHICTL reHIB-MoaudvkaTopis
KhiHiyHoro gerotuny npu IWMT. ¥V autunu 3
{HWOT pOTHHM OVI0 BUABIEHO TPH anes JToKyca
175921, B iHWOMY BUNAIKY ¥ OATBKA T4 IHTHHH,
xpopHx Ha IIMT, ausrieHO asa anens Jokyca
175921, ane iHTEHCHMBHICTHL OLHOTO 3 HHUX Dyna
NPUOIM3HO B ABA pask D LIIOID, HIK IHWoro, Pe-
IVABTATH aHanaizy nokyea 1751338 ninTsepaunu
HASBHICTE IVTAIKAUIT B JBOX 3 TPROX POIHH. Y
XBOPHX 3 iHILIMX ABOX POAHH, B HKHMX HE OY10 BUSB-
JNeHO OV KauUil, HaMmu DyIe NPoBoIHTHCE MOLUYK
FeHeTHYHMY YIIKOLKEHE IHLIMX THOIB B AAHLI
17p11.2-12. Otxe, BHKOPHCTAHHA AHANIZY IBOX
MiKpocareniTHuX Jokyeie 175921 1a 17513538 ¢
indopMaTurHus 1aa peectpautii ILLMTIA-nyni-
Kauii. KpiM Toro, nociikeHHs asox Ta Giibiue
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XBOPHX 3 OIHIEI POOMHM MiABHILYE edieKTHBHICTL
JAHOTD METONY.

[MizcyMoByIO4H, MOKHA 3POOHTH BUCHOBOK, LLLO
3ANPONOHOBAHKMA NMIIXIM € MepCneKTHRHUM 118
aHanizy aymaikauii 8 ginanui 17pl11.2-12 1 moxe
Gyt sukopuctaHuil wna JAHK-miarHocTHkH,
BKTIOYAKOYM MPEHATANBHY, B POJAWHAX XBOPHX 3
moMiHanTHam o LHMT, Taka niarnoctuka
MOXE CTaTH eeKTHBHUM 3acoboM npodiiakTHKH
Ta NIATPYHTAM 18 po3po0KH eheKTHBHHX METOIIE
FANODIKHONO JNIKYBAHHA LBONO THAKOMO Cnanko-
BOTO 3AXBOPIOBAHHA.

SUMMARY. Charcot-Marie-Tooth neuropathy (CMT)
is one of the most commeoen hereditary disorders, affecting
1:2500 individuals. CMT is a heterogeneous group of disor-
ders characterized by chronic peripheral motor and sensory
neuropathy, We have performed the detection of 1,5 Mb
CMTI1A tandem duplication in 17pl11.2-12 chromosome
region for autosome-dominant CMT] patients and their
relatives using the analysis of two (CA), polymorphic micro-
satellite loci: 175921 and 1751358 localised in the duplica-
tion region. CMTIA duplication was found in three of five
autosome-dominant CMT1 families. It has been shown
that CMTIA duplication analysis 15 impontant for early
differential diagnosis of CMT including prenatal diagnosis
and genetie consulting in high risk families.

PEIROIME. bonesns [Mapro-Mapu-Tye (ILUMT) ag-
MAETCH OOHMM W3 Haubones pacnpoCTPAHEHHBIX Hac-
NEACTEEHHEX 3aboneBaHM i, YaCTOTA KOTOPOrG COCTABRNAST
1:2500, IUMT — 270 rerepores Has rpynna sabonesaHmi,
XAPAKTEPH IV OLHACH XPOHHMECKON HERPOMATHER ORMIA-
TENBHLIX W MYBCTRUTENBHEIX HEPBOBE, B DHEII'JTE npeac=
TABTEHLI PEIYILTATE JETEKUHHM IVTUIMKALHH DAIMEpOM
1,5 m.n.H. B xpomocosMHoi obaacty | 7pll.2-12 ¥ naunen-
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