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KNMMHUKO-TEHETUYECKAA XAPAKTEPUC-
TUKA BONE3HU LUAPKO-MAPU-TYTA
1A TUTA B PECINYBJIUKE CAXA (AKYTWUA)

B paHHOW cTaTbe npefcTaBneHa KMUHUKO-TEHeTUYecKas xapaktepuctuka 6onesnu LWapko-Mapu-Tyta 1A tuna. Metogom monekynsipHo-re-
HETWYECKOro aHanusa BbISiBIIEeHbl NauuneHTbl, coctasmelume 38% ot Bcex tunos LLMT. PacnpoctpaHeHHocTb 6onesnun coctasuna 4,5 Ha 100
ThbIC. HaceneHusi. MeTogoM bparMeHTHOro aHanvaa c Ucnonb3oBaHMeM AuHykneoTuaHbix STR-mapkepoB (D17S52218, D1752223, D17S2229)
nccnegosaHo 98 obpasuos AHK 6onbHbix ¢ LUMT u BbiGopka 13 300poBbIX N, SKYTCKOW 3THUYeckor rpynnbl (n=100). Mo mapkepam D17S2218
n D17S2229 6bina BbiBMNEHa BbICOKas reTepo3nroTHOCTb (N0 76%), T.e. AaHHbIE MapKepbl ABMAATCS MHPOPMATVBHBLIMU B SKYTCKOW MONYMALUNA 1
MOryT ObITb MCNONL30BaHbI ANSA BbIABNEHUS AynnvKauum.

KnioueBble cnoga: 6onesHb LLapko-Mapu-Tyta 1A tuna, reH PMP22, pacnpocTpaHeHHOCTb, parMeHTHbIN aHanua JHK.

This article presents clinical and genetic characteristics of Charcot-Marie-Tooth type 1A disease. By molecular genetic analysis the authors
revealed 43 patients, accounting for 38% of all types of CMT. Prevalence of the disease was 4.5 per 100000 of population. Using fragment analysis
method with dinucleotide STR-markers (D17S2218, D17S2223, D17S2229) they examined 98 DNA samples of patients with CMT and a sample
of healthy individuals of Yakut ethnic group (n = 100). By markers D17S2218 and D17S2229 the authors revealed a high heterozygosity (to 76%),

i.e. these markers are informative in the Yakut population and can be used to identify duplication.

Keywords: disease Charcot-Marie-Tooth type 1A, the PMP22 gene, prevalence, DNA fragment analysis.

BeegeHune. BonesHb Lapko-Mapu-
Tyta (WMT, HacnencTBeHHast MoOTOp-
Ho-ceHcOopHasa  Hemponatus, HMCH)
— obwwpHasa rpynna HacneacTBEHHbIX
OonesHen HepPBHOW CUCTEMbI, XapakTe-
PU3YIOLLNXCA XPOHUYECKU Mporpeccupy-
toLLler cnabocTbio 1 atpoduren aucTanbs-

N'YPbEBA MNonuHa MHHOKeHTbEeBHA — M.H.C.
y4eb.-Hayy. nab. «[eHoMHasi MeauumHa»
MepuumHckoro mHcTutyTa CBOY mm. M.K. Am-
MocoBay, acnupaHTt, GurievaPI@yandex.
ru; MAKCUMOBA Hapexpa PomaHOBHa
— O.M.H., 3aB. nab. AHL koMnnekcHbix Me-
anuuHekmx npobnem CO PAMH, 3aB. yye6.-
Hayy. nab. «eHomHasa megnumHa» MU CBOY,
nogan@yandex.ru; HUKOJIAEBA TatbsiHa
AkoBneBHa — A4.M.H., npod., 3aB. kadenpon
MW  CB®Y, tyanic@mail.ru; HUKOIAEBA
WpuHa ABepbeBHa — Bpay reHeTuK MeguKo-
reHetTnyeckon koHcynetaumm PB Nel-Hauwm-
OHamnbHbIN LEHTP MeauuuHbl, H.c. AHL, KM
CO PAMH; T'YPUHOBA EnusaBeta Eropos-
Ha — Bpay reHetuk MIK, H.c. AHL KMIM CO
PAMH; KOPOTOB Medogun Hukonaesu4
— M.H.c. AHL KMIM CO PAMH; CTENAHOBA
CsetnaHa KumoBHa — Bpay nabopaHt MK,
c.H.c. AHL KMM CO PAMH; CYXOMSACO-
BA AunTtanuHa JlyknuHa — K.M.H., 3aB. MI'K,
3aB. nab. AHL, KMIM CO PAMH, AitalinaS@
yandex.ru; OKOHELUHMKOBA Iwogmuna
TumocdhbeeBHa — Bpay HeBPOOr BbICLLEN KBa-
nnd. kateropun, 3aB. otaeneHvem PB Ne2
-LleHTpa 9KCTpPEeHHON MeAWLMHCKON MOMOLLM
M3 PC(A).

HbIX MbILWL, KOHEYHOCTEW, CHWDKEHUEM
CYXOXWUNbHBIX pednekcoB, Aedopma-
LUMen cton n KUCTEW, U3MEHEHMEM MO-
XOAKN U CEHCOPHbIMU HapyLleHusammn [4].
PacnpocTtpaHeHHocTb ©onesnn LWUMT B
mupe coctasnsieT 1 Ha 2500 4en. [8]. B
Poccuu atoT nokasatenb B cpegHeM co-
craBnsieT 5,64 Ha 100 TbiC. HaceneHus
¢ konebaHuammu ot 1,07 no 15,95 [5]. B
HacTosillee BpeMs MAEHTUPMLMPOBAHO
okono 50 nokycoB 1 30 pasnuyHbIX re-
HOB, OTBETCTBEHHbIX 32 (HOPMMPOBaHUE
deHotuna WMT [13]. Haubonee pac-
npocTpaHeHHon oopmon aensaetca LUMT
1A ¢ ayTOCOMHO-AOMMWHaHTHLIM TWUMOM
HacnegosaHus (OMIM 118220) [2]. Mpu-
YMHOW ABRsieTCa MyTauma B reHe PMP22
(peripheral myelin protein). OcHoBHOM TUN
MyTauMn B 3TOM reHe — gynnukaumsa 1,5
M6 B obnactn xpomocombl 17p11.2-12
[2,8,9,12]. Benyliee mecTo B CTpyKType
reHeTnyeckon nartonorum B Pecnybrnvke
Caxa (SkyTus) 3aHMMaloT HacneacTBeH-
Hble GonesHn HepBHOW cuctembl [3]. MNpwu
3TOM MepBOe MeCTO cpeau BCeX MOHO-
FEHHbIX HeBpOrornyecknx 3aboneBaHui
3aHMMaIOT HEPBHO-MbILIEYHbIe B6onesHu,
LLUMT siBnsieTcsa ogHOM 13 camblx pacnpo-
CTpaHeHHbIX B aTon rpynne [3,6,7].

B pnaHHoW cTtaTbe npuBeaeHbl pesyrb-
TaTbl KIMHUKO-reHeanormyeckoro n Mmo-
NeKynsipHO-reHeTMYeckoro  nccrneaoBsa-
Hus 6onesHn LUMT 1A tuna B PC (A).

MaTtepuan n meToabl uccneposa-
HuA. [NpoaHanuanpoBaHbl criydam cobc-

TBEHHbIX U PETPOCNEKTUBHBIX KNUHUYEC-
KMX HabnogeHun GonbHbIX M3 OaHHbIX
PecnybrnmkaHCcKoro reHeTn4yeckoro pe-
rmcTpa HacnegcTBEHHOM U BPOXOEHHOW
natonorum PC (A) B Meanko-reHeTu4ec-
kon koHcynstaummn BY PC(A) PB Nei
— HauvoHanbHoOro ueHTpa MeauuMHB,
OaHHbIX rOJ0BbIX OTYETOB HEBPOSIOrOB CO
BCeN pecnybnvkun, MaTepuarnos HEBPOO-
rmyeckoro otaenexHus N'bY PC(A) PBNe2-
LIOMI, akcnegmumid B ynycbl pecnybnu-
K. B nccnepgosaHue 6binv BKAoYeHbl 113
60nbHbIX (54 XeHLWUHBbI 1 59 MyX4nH) C
KMUHUYECKUM guarHo3om 6onesHb LWLUMT
13 85 HepoacTBeHHbIX cemen. Vccneno-
BaHWe 0400peHO NoKarnbHbIM 3TUYECKUM
KoMuteToMm PIBY «AKYTCKUA Hay4YHbIN
LEHTP KOMMMEKCHbIX MEeOULMHCKMX Npo-
6nem» CO PAMH.

MeTogom KonmvyecTBEHHOro onpeae-
neHust annenen BHYTPWUMOKYCHBbIX MUK-
pocaTennunTHbIX MapkepoB reHa PMP22
(OMIM 601097) 6bInun nccnegoBaHbl: Ha
nepBoM aTane BbIOOpKa U3 300POBbIX ALY
AaKkyTckon nonynsuum (n=100), Ha BTOpoMm
atane - 98 pocTynHbix obpasuos OHK
6onbHbIX ¢ LUMT (36 60nbHbIx ¢ LUMT 1A
TMna n 62 — ¢ HeM3BeCTHbIM TUMom). [Ang
MONEKYNSPHO-reHETNYECKOro  aHanuaa
ObInn CNonNb3oBaHbl 06pasLibl FeHOMHOMN
OHK 6onbHbIx ¢ LUMT, B3siTble C MMCbMEH-
HOro MHGOPMUPOBAHHOIO cornacug. lNMo-
nynsiynoHHas Beibopka 13 100 300poBbIX
HEPOACTBEHHbIX SKYTOB Oblna caenaHa
no gaHHbim baHka IHK HacnencTBeHHON



N BPOXOEHHOW MaTonorum u nonynsiyui
HapogoB PC (A). MonekynspHo-reHeTu-
Yeckui aHanus nposedeH Ha Gase Mo-
NeEeKynspHO-reHeTu4Yeckon nabopaTtopum
PB Ne1-HUM M3 PC (A) n HOLU «leHe-
TUYeckoe 300poBbe HaceneHus» PrAQy
BMO «CeBepo-BocTouHbii henepanb-
HbI yHuBepcuTeT um. M.K. AMmocoBay.
Bbioenenune reHomHon OHK nposogunu
13 NenKoLMTOB KPOBU METOAOM (PEHONMb-
HO-XJTOPOGOPMHOM IKCTPAKLUN.

Mouck gynnukaumm B reHe PMP22
OCYLLECTBMANN METOAOM (hparMeHTHOro
aHanusa Ha reHeTM4YecKoM aHanmsaTope
ABI Prism 3130 («Applied Biosystemsy)
C WCMomnb3oBaHMEM npoTokona dup-
Mbl-npon3BoauTensi.  Mcnonb3oBaHHbIE
B MCClnefoBaHuuM mapkepbl D17S2218,
D17S2223 w D17S2229 (tabn.1) ot-
HOCSITCA K psifly BbICOKOMONMMOPMHbIX
(CA)n — NOBTOPOB, TECHO CLIEMMEHHbIX C
reHoM PMP22, npyumeHsieMbIx AN nouc-
Ka gynnvkauui 1 aHanuaa CLEnmeHus ¢
nokycom 17p11.2 [1,10,11].

CraTuctnyecknii aHanvMs npoBeneH
C ucnornb3oBaHMem naketa SPSS 16.0.
OnucaTtenbHasi cTaTUCTUKa Ans KOonu-
YECTBEHHbIX MPU3HAKOB NpeacTaBreHa
B BuAe CpedHero 3HadeHus U ctaHgap-
THOMO OTKITOHEHMS, @ ANS Ka4eCTBEHHbIX
NpU3HaKoB — B BUAE abCONIOTHbIX 3HaYe-
HWIA, MPOLIEHTHbIX Jonen. Habnogaemyto
reTepo3nroTHOCTbL paccyMTbIBaNM B Npo-
LeHTax.

Pe3ynbraTthl n obcyxaeHue. Obwas
pacnpocTpaHeHHOCTb 6GonesHu Lapko-
Mapu-TyTa B Pecny6nuke Caxa (AkyTtusi)
Ha 1 anuBaps 2013 r. coctaBuna 11,8 Ha
100 Tbic. HaceneHus. bonesHb LWMT
B Hawewn pecnybnvke BbiSBNEHa cpe-
an SkyToB (86 GOmnbHbIX), pycckmx (23
60nbHbIX) U Mo 1 B6ONbHOMY M3 pasHbIX
3THUYECKUX Tpynn (9BEHK, MOnAaBaHuH,
Horael, ykpauvHel). [lona sikyToB cpeau
oonbHbIX ¢ WMT npeobnagana u co-
crtaBuna 76% C pacnpoCTpaHEHHOCTbIO
cpean akyTckoro HaceneHus 18,4 Ha 100
TbIC. HAceneHus.

OvnarHo3 6GonesHb Llapko-Mapu-TyTa
1A Tyna BbICTaBMEH HA OCHOBaHUN MO-
NeKynspHO-reHeTUYeckoro aHanusa 43
6onbHbIM 13 113, yto coctaBumno 38% oT
Bcex ¢popm WMT. PacnpocTtpaHeHHOCTb
6onesnn LLUMT 1A Tuna B pecnybnuke co-
ctasuna 4,5 Ha 100 Tbic. HaceneHwus. Mpu
aHanmse poaocnoBHbIX 43 MauMeHToOB C
6onesHbto LUMT 1A 13 27 HepoaCTBEHHbIX
cemMen B 24 ceMbsiX BbISABMSNICA ayTOCOM-
HO-OOMWHAHTHbIA TWUM HacnegoBaHus!, B
3 CeMelHOM OTSArOWEHHOCTU BbISICHUTb
He ypanocb. [lo nonoBomy MpU3HaKy
OonbHblEe  pacnpe]enunicb  Crieayto-
LWMM 00pasoM: MyXYUH — 25, XEeHLUUH
— 18, No 3THMYECKOMY MPU3HAKY: PYCCKNX
— 15 (35%), sikyTOB — 28 (65%). CpeaHun

3 2013 [N/

KpaTKaﬂ XapaKTepUuCTUKAa UCIIOJb3yEMbIX MUKPOCATE/VINTHBIX MapKepoB
rena PMP22 [11]

Mapxkep [Ipaiimeps! (IpsiMoii 1 0OpaTHBIIL) 5’ anﬂ:ﬁ:ge(gﬂ) a(;;g;é)ﬁ
ozt | LA AMCCIONGCITACTE | oy | 12
DITS2223 | 1 GTCTTTGAAGAAGCAAGAGACGAGT | 1ST179 | 15
DITS2229 | b GTGTCITTGECATITTACCACAAGAGG | 229 | 13

BO3pacT OonbHbIX coctaBun 32,2+15,7
roga, y »xeHwuH — 30,7£15,7, y My>X4uH
— 33,4+15,9 ropa. Crtatuctnyeckn 3Ha-
YMMbIX pasnUyuiA B CpegHeEM BO3pacTe y
BOMbHBIX MYXCKOrO M XKEHCKOro rnona He
BbisiBneHo (p=0,530). CpegHuii Bo3pacT
MaHudectaummn coctasmn 13,0+9,7 roga.
CpenHsin  onuTenbHOCTL — 3aboneBaHus
coctaBuna 18,6+13,3 roga. [lepsBbiMu
cMmMnToMamn GornbHble OTMETUNM  cna-
6ocTb B Horax, Aedopmauumio nanbLes
CTOrM, CaMMUX CTOM, HapyLleHUe MOXOOKM,
©onu B Horax, YacTble nageHus.

B knvHu4eckom kapTuvHe BedyLMMu
cumnTomamu (Tabn. 2) y obcneaoBaHHbIX
BOMbHBIX SBUMNCH rMNo- Unn apednekcns
HWDKHWX KOHeuyHocTewn (95%) n aedopma-
umus cton no Tvny (OPUAPENXOBBLIX UNN
nonbix, kotopas Obina BbisiBNEHa Mpak-
Tndeckn y Bcex (B 40 cniyyasix (93%)).
Takxe y 60nbHbIX OblNY BbISIBNEHbI Mbl-
LeYyHas runoTpodumsa AncTanbHbIX OTAe-
TNOB HVXXKHUX N BEPXHUX KOHeYHocTen (70
n 49%), HapyLleHne YyBCTBUTEMbHOCTU
no nonuxHesputndeckomy Tuny (70%),
MblLLleYHasi cnabocTb AucTanbHbIX OTAE-
NoB KoHe4HocTel (93%). HapylieHue no-
XO[KM Y HaluMX MNauueHToB B GomnbLUMHC-
TBe crnyyaes 6bIno B BuAe ctennaxa — 40
cny4vaes (93%). Ckonuros Gbin BbISIBMEH B
19% cny4yaes.

OC0BEHHOCTM KMMHNYECKUX NpOsBMe-
Hun WIMT 1A Tuna npuBegeHbl Ha npu-
mMepe ncrtopum
OonesHn oaHom
SAKYTCKOW CeMbW, |
BblSSBITEHHOW
Hamu, parmeHT
POOOCNOBHOW KO-
Topom npegctas- ||
NeH Ha puc. 1.
3a  KoHcynbma- 1
yueli  obpamu-

O——D
o $<5

Kinunndeckne CMMITOMBI 00JIbLHBIX
¢ IIIMT 1A tuma

Komn-Bo
CuMnroMm 0OJILHEIX, a0cC.
gucio (%)

Melreunas ¢1abocTh

HIKHUX KOHEUHOCTEH 40 (93)

BEPXHHMX KOHCYHOCTECH 14 (33)
MpliedHast TUIoTPOQHs

HIKHUX KOHEUHOCTEH 30 (70)

BEPXHHMX KOHCUHOCTECH 21 (49)
Hapyuienne moBepxHOCT-
HOH YyBCTBUTEJIBHOCTH I10 30 (70)
MOJTMHEBPUTHYCCKOMY THITY
Turo- win apeduexcust

HIWKHUX KOHEYHOCTEH 41 (95)

BEPXHHMX KOHEUHOCTEH 36 (84)
Jedopmarus cromn 40 (93)
Ckonno3s 8 (19)
Crenmax 40 (93)

2 cecmpbl U nneMsiHHUK. 3abornesaHue y
npobaHOa Hayanocb 8 7 fiem, rnepebiMu
cumnmomamu bbinu criabocme 8 Hozax
U pykax, ymomrisemMocmb; y omua 603-
pacm maHughecmauyuu 3abonegaHusi co-
cmasun 12 nem, 3abonesaHue Ha4arnochk
makxe co crnabocmu 8 pykax, Hoz2ax. B
Hesporioau4yeckom cmamyce y rnpobaHoa
8bISIBIANUCL O2paHUYeHUe MmblIbHO20
pasaubaHusi cmor, CHUXeHUE MbIUEYHOU
cusbl 8 ducmarnbHOM omoesie HUXHUX KO-

m

nacb b6ornbHasi
B., 8 nem (llI-1).
B cembe npo-
6aHOa 60rbHbI 2
cubca. [lepeda-
ya 3abornesaHusi
npousowrna om
omuya, y Komopo-
20 mak>xe 6071bHbI

6&&1

Puc.1. ®parmeHT pogocnoBHo sikyTckor cembi K. ¢ anarHoszom 6onesHb
LWMT1A Tuna: o — My>4uHa, o — XeHLnHa, m, ® — 6onbHble ¢ LUMT; o, o
— 30pOBblE; X — NpepbIBaHNE MO NokasaHUsaM (NpeHaTanbHasi AuarHoc-
Tuka), | — nmyHo obcnenoBaHHble, | - ymepuve. |, Il nokoneHve — pogu-
Tenw, lll nokoneHve — 6onbHble U UX cUBCHI
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. SAKYTCKNA MEOVLIMHCKAN YKYPHAT

HeyHocmeli do 3,5 6arnnos, deghop-
mayusi cmon rno mury ¢gpudpel-

X08bIX, HapyuweHue noxo0Ku o

muny «cmernaxa», CHUXeHuUe

2/1y60KUX CYyXOXUIMbHbIX pecbriek-
co8 ¢ pyk u Hoe, QHMI ebisiensina
CUHOPOM HapyuwleHus1 npoeedeHust
ro n. peroneus, tibialis, medianus,
ulnaris ¢ 0beux CMoOpPOH 8bipaxeH- | !
HoU cmerneHu no 0eMuenuHU3uUpy-
rowemy murty. -
Y cecmpei (11I-2) so3pacm maHu- "1
¢ghecmauyuu cocmasun 9 nem, npu
ocMompe 8bIsIBIISINUCH HapyweHue
noxo0KU Mo murly «cmenmnaxar,
CHUXEHUE CYXOXUIbHbIX pechriek- I
cos, ebicokull ceod cmon, aunec- | i
me3usi Mo MoIUHE8PUMUYECKOMY
muny, aunompogusi ducmarbHbIX
0moerno8 HUXHUX KOHe4YHocmed,
crnabocmb mbinibHO20 pa3aubaHusi I
cmori, no daHHbiM SHMI: cuHdpom
HapyweHusi nposedeHust o rnepu-
epuyeckuM Hepeam pPyK U HOe

| |

CUJIbHO 8blpakeHHoU cmerneHu no

P

MG O8 ST 10 TWRL TERT

P T

OemuenuHuUsupyrouwemMy mury.
Y 6pama (lll-3) 3abonesaHue

Oebromuposano e eospacme 9
nem, 8 Hesporoau4eckoM cma-

myce 06Hapy)K6H0 Jieeckoe oepa-

HUYeHUe mMmblIbHO20 pa3aubaHusi
CmMorn, CHUWXEHUe MmOoJSIbKO axurs- i
noebix pecbriekcos, eunecmesausi “
cmori, omcymcmeue deghopmayuu i
cmon, eunompogusi nepoHearib- it
HbIX MbIWLY, 20MeHU 6onbuwe crpa- !
ea. OHMI ebisiensina cuHOpPoOM
HapyweHus nposedeHus o nepu- .
epuyeckumM Hepgam pyK U HO2
8bipaxkeHHOU cmerneHu o demue- it
NUHU3UPYOWeMy murty. +

Y omua (II-2) npu obcnedosa-
HUU 8bISIBUU. BbIPAXEHHYIO 2U-
nompoghuro MbILUY, HUXHUX KOHEY- “t
Hocmel C ypOBHS HUWXHeU mpemu
6edep no muny «Hoe aucman,
MoOX00Ky €O «cmernnaxem», om- ]
cymcmeue KOMeHHbIX U axusuio- it
8bIX pehrieKcos, CHUXEHUE CUslbl
8 repoHeanbHoU epynne Mbiwy,

MG O8 ST 10 TN, TRET Ty gn

Far

0o 3 bannos, deghopmayuro cmorn
no mury ¢hpudpelixosbix, aurec-
mesuro o mury «Hockoe». pu SHMI™
makxe 8bIsigfleH CUHOPOM HapyweHus
nposedeHusi no mury OeMuenuHuU3upy-
roweli  nonuHeldpornamuu 8blpaxxeHHoU
cmerneHu.

Y 4 yneHoe GaHHOU cembu U 2 podc-
MeeHHUKO8 MemodoM ¢hpacMeHMHO20
aHarnusa ebisigrieHa dyrnnukayusi 1,5 M6 e
obnacmu xpomocomsbl 17p11.2-12 6 eeHe
PMP22 (puc. 2).

Takum obpasom, y ecex 6071bHbIX 3mol
cembu o OaHHbiM OHMI ebisensncsa
OemMuenuHUsUpyrouwut murn HapyweHus

4yyscmeumerisHoCmu, 4mo coomeemc-
meyem LUMT 1A muna, 8 KnuHu4eckou
KapmuHe y 60s5bHbIX Habndancs cuHo-
POM riofiuHespornamuu pasnuyHol cme-
MeHu ebipaxeHHocmu. B daHHOU cembe
bbina npoeedeHa rnpeHamarsnbHas Oua-
2HOCMUKa U eblsigrieHa Mymauus y nro-
0a, 8 ce53u ¢ YeM bbiro peKkoMeHO08aHO
npepsigaHue b6epemeHHocmu. CeMbs
8HeceHa 8 PecriybnukaHckuli eeHemu-
yeckuli peaucmp HacredcmeeHHol U
8pox0eHHoU namornoauu, 6ydem mpo-
domkeHo rocredyrouee 0020CPOYHOE
HabnrdeHue.

Puc.2. Pesynbrat dparmMeHTHOro aHanvsa
6onbHOro ¢ AmarHosom 6onesHb LWMT 1A
TMna: a — gynnukaums no mapkepy D17S2218
(nBa HOpManbHbIX annens v OAUH MnaTono-
rmyeckmn); 6 — mapkep D17S2223 — Hopma;
B — BbISABMNSETCS Aynnukauusa no mapkepy
D17S2229 (acbcpekT ABONHOW A03bI)

MonekynsipHo-reHeTU4eckum aHa-
nu3. o 2011 r. B MeANKO-reHeTMYeCKomn
nabopatopun PBENe1-HUM ans nowvcka
aynnukaumn B reHe PMP22 wcnonb3o-
Bann ¢uUpMeHHbIi Habop «CMT-dup»
(OO0 «LleHTp MonekynsipHOW reHeTu-
kn», MockBa) ¢ nocnegyoLLmMm 3NekTpo-
¢ope3om B 8%-HOM NonmakpunaMmmaHom
rene (MAAr), kotopbii B 11% cnyyaes
nokasan HeuHdopMaTMBHbIE pe3yrbra-
Tbl aHanum3a.

B HacTosilem wnccnepgoBaHun Obinu
Mcnomnb3oBaHbl AnHykneoTuaHble STR-
MapKepbl (D1752218, D17S82223,
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D17S82229) c nocnepnytoLlen Busyanusa-
LMen Ha aBTOMaTU4ECKOM reHETUYECKOM
aHanu3aTtope. BHayane 6bin npoBeaeH
dparMeHTHbIN aHanu3 B BbibOpke 3A0-
pOBbIX NNL, AKyTCcKon nonynsaumm (n=100)
M paccMOTpeHa reTepo3UroTHOCTb ANs
n3yyaembix STR-mapkepos (Tabn.3).

Mo mapkepam D17S2218 v D1752229
Obina BbIsiBMEHa BbICOKasi reTepo3nroT-
HOCTb (N0 76%), T.e. AaHHble MapKepbl
ABMATCH MHPOPMATUBHBLIMU B SKYTCKON
nonynauumn n MoryT 6biTb MCNOMb30BaHbI
ANs BblABNeHUs aynnukaumm. Mapkep
D17S2223 oka3ancss MeHee MHdopMma-
TUBHbLIM (reTepo3nrotHocTb 49%), XxoTs
npy 3TOM B APYrMX 3THUYECKMX rpynnax
(kaBkasckas, adpo-amepurKaHckasi, asu-
aTtckasd, MWcnaHckasi) reTepo3uroTHOCTb
no [AaHHOMY Mapkepy Obina BbICOKOW
(6onee 70%) [11].

[anee MeTOOOM  KONMMYECTBEHHOTO
onpeneneHus annenen BHYTPUIOKYC-
HbIX MUKPOCATENIUTHLIX MapKepoB reHa
PMP22 6bino nccnegosaHo 98 poctyn-
Hbix obpasuoB [AHK 6onbHbix ¢ LUMT (36
6onbHbIX ¢ LWUMT 1A TMna 1 62 ¢ Hens-
BECTHbIM Tunom). 13 98 nauneHToB y 38
(39%) BbisiBneHa aynnukauusa 1,5 M6 B
obnacTtn xpomocombl 17p11.2-12 B reHe
PMP22, npu 3TOM AOMNOMHUTENBHO Oblnn
BbIsiBNEeHbI 2 nauneHTa ¢ LUMT 1A tuna,
Yy KOTOpbIX paHee aHanm3bl C UCMOMb30-
BaHWeM peareHToB (OUPMeHHOro Habo-
pa «CMT-dup» Obinn oTpuuaTenbHbIMN.
PaHee HeuHdoOpMaTMBHbIE pe3ynbTaThl
©0nbHbIX OKa3anucb oTpuLaTeNbHbIMU.

Takke Mbl pacCMOTpPenu KONM4ecTBO
0BHapyXeHHbIX AyNnvKaLnii Ans Kaxaoro
STR-mapkepa cpean 6onbHbIx ¢ LIMT1A
TMNA, BbISIBEHHON HAMW METOAOM dhpar-
MEHTHOro aHanu3aa (Tabn. 4). Oka3anoch,
YTO BbICOKasi YacToTa Aynnvkauum obina
obBHapyxeHa € 1cnornb30BaHnemM Mapkepa
D17S2229 — 35 n3 37, HU3Kas Yyactota —C
mapkepom D17S2223 — 14 n3 37.

Cpeau 6onbHbIx ¢ LUMT 1A Tna skyT-
CKOW STHUYECKOW rpynnbl Takke Obino
BbISIBNIEHO, YTO BbICOKas 4acTtoTa Ayn-
nukaumm 6bina obHapyxeHa ¢ UCnosnb30-
BaHMeMm mapkepa D17S52229 — 26 u3 27,
HM3Kas yactota Mmapkepa D17S2223 - 9
n3 27.

BbiBoabl. PacnpocTtpaHeHHOCTb BCEX
TunoB ©Gonesnn Lapko-Mapu-Tyta B
Pecnybnuke Caxa (AkyTnsa) cocTtasuna
11,8 Ha 100 TbIC. HaceneHus, YTo ABNSA-
eTcs cpefHUM nokasarernem no Poccuu.
Cpegau sikyTtoB yactota 18,4 Ha 100 TbIC.
HacerneHusl, YTO HECKOSIbKO BhILLE, YEM B
cpegHem no Poccuiickon ®enepauumn, HO
B COOTHOLUEHUM C MUPOBbLIMU AAHHBLIMU
3TO cpefHui nokasatenb. Pacnpoctpa-
HeHHocTb 6onesHn WMT 1A Tuna B Ha-
wen pecnybnuke coctaeuna 4,5 Ha 100

I'erepo3urornocts STR-mapkepos 6osie3un IHIIMT1A
B Pa3JIMYHBIX 3THHYECKHX rpynnax [11]

I'eTepo3urorHocts, %
Tlonynsiust
Mapxkep o
KaBKa3cKas |adpo-aMepuKaHCKasi| a3uarckas HCIIaHCKAas SIKYTCKast
D1752218 87 78 77 69 76
D1752223 71 75 81 71 49
D1752229 93 86 81 71 76

* CoOCTBEHHBIC TaHHBIC.

TbIC. HacerneHus. B knuHuyeckon kapTu-
He 3aboneBaHWs BbIABASANNCL Pa3HOMN
CTeneHn BbIpaXXeHHOCTN CMHAPOM MOonu-
Henponatum n gecopmauus cTon.

[ns obHapyxenus pynnukaumm 1,5
M6 B obnactu xpomocombl 17p11.2-12 B
rene PMP22 B skyTCKOW nonynsaumMn Mo-
ryT ObITb NpeanoXeHbl ABa MHpopmaTuBs-
HbIX Mapkepa D17S2218 n D17S2229.

BHenpeHnue MOIEKYNSIPHO-TeHeT-
YeCKMX METOAOB B NPaKTUKY MeAUKO-re-
HETNYECKOro KOHCynbTUpoBaHua B Pec-
nybnuke Caxa (AKkyTus) Mo3Bonumno He
TONbKO AMarHocTupoBaTtb 6onesHb Lap-
Ko-Mapu-TyTa B Cembsix, HO U MNPOBO-
AnTb AnddepeHumanbHyo AMarHoCTUKy
3aboneBaHnin Co CXOAHBIM PeHOTUMOM.
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