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MosiekyJISIpHO-TeHETUYECKHE TEXHOJIOTUHN B TUATHOCTHKE
HACJIEACTBEHHBIX HEBPONATHH
1 - Pecnybauxanckuil Hay4HO-NPAKMUYeCcKull yeHmp Hespoao2uu u Hetupoxupypeuu, Munck
2 - Pecnybaukanckuil HayuHo-npakmuyeckuti yeump «Mamo u oums»{iMunck

B cTaThe onuchIBalOTCS OCOOEHHOCTH KJIMHUYECKOTO TEUCHHS U JUAFHOCTUKH,
B TOM YHCJIE MOJEKYJISIPHO-TEHETUUECKOW HACIEICTBEHHOW , HCBPOMATUU C
MPEIPACIOIOKECHHOCTRIO K MapainyaM OT CHABJICHUS U HACIIECICTBEHHON MOTOpPHO-
ceHcopHoit Hepornatuu |, Il. [IpuBoguTcs KIMHUYECKOE ONMHEAHUCH/IBYX CIIy4yacB
HACJIEJICTBEHHBIX HEBPOMATUN C TMOJATBEPKICHHBIMU MOJICK YIS PHO-TCHETUUYECKUMHU
HCCIIEIOBAaHUSIMU.

KiwueBble cj10Ba: HACIEACTBEHHbIE MOTOPHO-CEHEOPHBIE HEBPONATHUH,
HEBpOMaTUs C MPEIPACHONONKEHHOCTHI0 K TMApATIUYaM OTguCAABJICHUS, KIWHHKA,
JIMArHOCTHKA, MOJIEKYJISIPHO-TEHETUYECKAsl IMarHOCTUKAY

[lonuHeBponatuss — cucTeMHoe 3a0oJjieBaHWE TNCPUPEPUUECKO HEPBHOU
CUCTEMBbI, XapaKTEepPU3YIOIIeecs JIBUTaTCIIbHbIMI{, CCHCOPHBIMU U BET€TAaTUBHBIMU
MNPOSIBICHUSIMU,  JIUHAMUKA  KOTOPBIX  ONPENEsi€ECs]  ATUOJIOTUYECKUMU U
MaTOreHETUYECKUMU (haKTOpaMH, a TaAKXKE BOBICUCHKMEM PA3JIUYHBIX THUIIOB HEPBHBIX
BOJIOKOH B maroyoruueckuii mporecc [1]. "HaciacacTBeHHbIC MONMMHEBPONATHH
MPEACTABISAIOT COOOM TETepOreHHy Tpyiny, 3a00JeBaHMM, cpeau KOTOPBIX
MoTopHO-ceHcopHbie HeBpornatuu | u |l Tames (HMCH |, |l) — BapuanTsl 60Je3HU
[Mlapko-Mapu-Tyra (BIIIMT) — oTHocsTcs K\ HauOojee YacTO BCTPEUYAOIIUMCS
HACJICJICTBCHHBIM 3a00JIeBaHUSM HEpBHOM CHCTeMbl [1]. OCHOBHBIC KIMHHYECKHE
MpOSIBJICHUS BKJIIOYAIOT TIOCTENeHHOoe HWauyado Ha 1-2 jecarwietun KU3HH,
MPOTPECCUPYIONIYI0  CIabocTh W MOXyJAaHUE JTUCTAIbHBIX OTAEJIOB HUXHHUX
koHeuHocTer (Oosee BoIpakewbl wipun HMCH Il), mocreneHHoe BOBICUYCHHE
JUCTATBHBIX OTACIIOB BepXHUXWKOHeUHOcTel (MeHee Boipakeno mpu HMCH I1);
MEJIJICHHOE TeueHUEe 3a00JIeBaHMsI, "HE3HAUUTEIbHBIE MO0 YMEPEHHbIC HapYIICHUS
YyBCTBUTEIBHOCTH (MeHge, Bblpaxkensl npu HMCH 1) [1]. C yuerom
anekrponeripomuorpadpud (QHAMI') BeimensiorT nemuenuuusupyomyo — HMCH |
tuna (HU3Kas CKOPOCThaPOBCACHHUS BO30YXKICHUS 10 HEpBaM MeHee 25 m/cek), ak-
conampbHyto — HMCH I[Ifytuna (HopmanbHas WM HE3HAYUTEIIHO CHH)KCHHAsS
CKOPOCTh TPOBEIASHUIWBO30YK/ICHU 1O HepBaM Oojee 38 Mm/cek), a TaKke
JOTIOJIHUTEINIBHO 4 BBIIEIICHHYIO HEBPOMATUIO C MPOMEKYTOUYHBIMU 3HAYEHUSIMU
ckopoctu mpoBeachus 25-50 m/cex (DI-BILIMT) [1].

OaHEM W13 _BapMAHTOB HACJICJICTBEHHONW HEBPONATHH SBIISACTCS HEBPOMATHS C
peIpacoioKeHHOCThI0 K mapanuyam oT caasienus (HHIIC), neGror xoTopoi
qarie npuXeaurcs Ha 2-3 AECATUNIETUE )KU3HU, HO MOXKET OBITh BBISIBIICHA U B APYTUX
Bo3pacTHbIX ~ auanazoHax [1, 10]. Ona xapaktepu3yercsi MOBTOPHBIMH
0€300JIe3HEHHBIMU AMU30JaMU OHEMEHHUs, clabocTh U arpopuil nepudepuyecKux
HEPBOB, dYalle CPEIWHHOTO, MaJI00epIOBOro, JOKTEBOTrO, Iy4eBOTO. B0O3MOXKHBI
napaguuy TUICYeBOTO CIUIETEHUS C HAJIWYUEeM OOJIEBOTO CHHApPOMA W UYEPEIHBIX
HEPBOB (JIMIIEBOTO, TPOWHUYHOTO, BO3BPATHOT'O, MOABSA3BIYHOTO), & TAKKE 3aThUIOY-



Horo Hepma [1, 4, 6]. IloaTBepauTh 3a00JicBaHKE IMO3BOJISIOT CEMEHHBIN aHAMHE3,
Oouoricusi, a Takke wu3MeHeHuss DHMI' mopakeHHBIX M 4YTO OCOOCHHO BaXHO,
WHTAaKTHBIX HEPBOB — (OKAIbHOE 3ameJijieHue, OJIOK MpOBEJCHUS, BpPEMEHHAas
aucriepcuss B 30Hax kommpeccuu. [lpu nnurensHOM Te4YeHUM 3a00JIeBaHUS —
muddy3Hoe 3ameyieHHEe TMPOBEACHUS BO30YXKIEHUS, Y/UIMHEHHE IUCTaIbHOU
JIATCHIIMU W JIATeHIUU F-BOJIHBI, CHUOKeHHE aMIunTy 1l M-oTBeta [1]. TIpu BbIsicHE-
HUU CEMEWHOr0 aHaMHe3a BO3MOJKHBI CIIy4au aCUMIITOMHOIO MOPaKCHYBSIHEPBOB Y
POACTBEHHUKOB 10 JaHHbIM DHMI', a Takxke Jierkue KInHUYeCKUe HPOABICHUS MIPU
WX  TIOJIHOM  OTPUIIAHWUU  MalUEHTOM. [ UCTOMATONIOrMYECKHe,  U3MEHEHUS
nepudepuueckux  HEPBOB  BKJIIOYAIOT  CErMEHTapHYK)  AEMHUEITUHU3AIUIO,
PEMUEIIMHU3ALUI0 U YTOJIIEHUE MHUEIMHOBOM OOOJOUKH B BHAE «TOMaKYJI»
(tomaculous or "sausage-like' formations) [1, 6]. IIpoporupyronumu (hakKTopamMu
SBJISIFOTCS  TIpe/Ipacrioyiararoliye K CIABICHUI0 HEPBOB{ HE3HAUUTEIbHBIE TPaBMBI,
OTpeJIeJICHHbIC BUJbI JIBUTATEILHON aKTUBHOCTH, BEAYHIME K MOSIBICHUIO KOMIpPEC-
CHOHHBIX HEBpONATUM Jaxe TMpU UX HENPOAODKUTEIBHOM BO3JIEUCTBUU, HO
BO3MOKHO Pa3BUTHE AMHU30/I0B Mapainueii U MpU WX OTCYTCTBUMU.

HHIIC otHOCHTCS K CHOXHO JHAarHOCRHPYEMBIM HEBpPONATUSM M B
OOJBIIMHCTBE CIy4aeB OCTAaeTCsl Hepacno3HaWHOW.” M3BecTHbl ee BapuaHTHI,
[IPOTEKAIOIIUE MO0 TUIY OCTPOW WM “XpOHUYECKOW JIEMUEIMHU3ZUPYIOUIEH
HEBPOMATHH C TMOBBIIIEHHEM Oelika B LePEOPOCHMHAIBLHOMN JKUJIKOCTH, a TakXe IO
TUNY MYJIbTH(OKAIBHONH MoTOpHOU HeBponatdHu win HMCH | [1, 6, 9]. Onucansr
Cly4au COYETaHUsl PELUAUBUPYIOIIUXy, HCBPOTIATUII W OYaroB JEMHUEIMHHU3ALUU
TOJIOBHOTO MO3ra ¢ KJIMHUYECKUMHU HPOSBACHUSIMH, YKa3bIBaIOLIME HAa BO3MOXKHYIO
pOJIb TEHETUYECKUX MYyTalui B NOPakeHu# CTPYKTYpbl MHEJIMHA U B LIEHTPAJIbHOU
HepBHOU cucteme [7]. B nposenerrom J. Tyson et all. uccnegoBanuu 51 marueHToB ¢
MynbTUdOKaNbHBEIMU HeBponathsivu, HHIIC no nanasim JIHK-guarnoctuku Oblia
oOHapyxeHa y 24, Bkmouasigl9 matuentoB u3 15 cemeit, y kotopeix HHIIC npen-
nojarajgach Ha  OCHOBE, WIHMHUYCCKHX, JJICKTPOMUOTpaduuecKux  u/wim
TUCTONATOJNIOrMYEeCKUX HaHHBR%. OJIMH TNaluuMeHT UMeN JIOBOJIbHO HEOObIYHBIE
kinHnyeckue npossincHds 1 HHIIC B Buae nporpeccupyromero ckamyJionepoHe-
anpHOrO cuHapoma. 7. (37%0) u3 19 He MMenH OTATOIIEHHONO CEMEWHOTr0 aHaMHe3a W
MEHEEe YeM Y AHONOBHHBI M3 OOCIENOBAaHHBIX JUL ObUIM  MPOSBICHUSA
reHepaju30BaHHON HCBPONAaTHH. ABTOPHI PEKOMEHIYIOT MPOBEIECHUE MOJIEKYJISPHO-
reHeTuueckoro ucenenosanus ais soisBineHuss HHIIC B ciyvasx renepann3oBaHHBIX
HEBpONATHI HE3aBUCUMO OT CEMEHHOr0 aHaMHe3a, a TaKKe NalueHTaM ¢ MyJIbTU(DO-
KaJIbHBIMURHEBPOIATUSIMU, XOTSI OHU U HE SIBJISIOTCS KJIACCUYECKUMM KIMHUYECKUMHU
nposisiieHustmu HHIIC [12].

B03MO>XHBI pazIMyHble UCXObI penuuauBupyromux Hesponaruil npu HHIIC —
nojiHoe BoccTaHoBeHue GyHkiuu (50% cinydyaeB 0cCOOCHHO Ha HAYadbHBIX CTATUSIX
3a00JICBaHNUs), JUIMTEIBHOC TEUCHUE C HEMOJHBIM BOCCTAHOBIICHUEM (YHKIUH, a
Takxe (OPMHUPOBAHUE BBIPAKEHHOI'O HEBPOJOTHMUYECKOro AepuLnTa, OCOOEHHO MpPH
MHOTOYMCJIEHHBIX 3MH30/1aX OCTPBIX MapaInyeH.



[IpuBonum onucanue AByX kinHuueckux Habmoaenuit HHIIC » HMCHI ¢
MOATBEPKACHHBIMU MOJIEKYIISIPHO-T€HETUYECKUMU UCCIIE0BAHUSIMHU.

bonbras K. (25 ner) moctynuna 15.07.2008 B HEeBpOJIOrHYECKOE OTACICHHUC
PHIIL[ HHX c »xanobamu Ha cnabocTh pasrubareneil mMpaBod CTOMbI, YYBCTBO
OHEMEHMS U MapecTe3nu B IPAaBOM pyKe MU CrUOaHUU B JJOKTEBOM CYCTaBE, KOTOPHIE
NOSIBWJIMCH 3 Mecsilia Ha3aJ yTpoM mociie cHa (mo3a BO BpeMsi CHa HOra Ha Hory). Y
Marepu 0osibHOM ¢ 20-71€THEro Bo3pacta OTMEYAIOTCS NMEPUOIbl OHEMEHNMs: B KUCTSIX
MOCJI€ JTUTENBHOrO0 MpeObIBaHUsA B MOJOKEHUU C OMOpPOM Ha JOKTeBbIE CYCTaBHI,
Bs3anuss. Ha DOHMI (maii 2008 r.) npu3HaKu BhIPAKEHHOTO MOPAKEHUSA HPABOro Ma-
700epOBOrO HEpBAa CMEIIAHHOTO Xapakrepa Ha (OHEy MOIMHEBPUTHUECKUX
M3MEHEHUI MOTOPHBIX W CEHCOPHBIX BOJIOKOH HEPBOB/ HUKHUXWWKOHEUYHOCTEH
MEPBUYHO JIEMUEIUHU3UPYIOUIETO XapakTepa. AHAIOrMYHbICW3MeHeHns Ha DHMI
BBISIBJIEHBl y MaTepu MPU OTCYTCTBUHU (PYHKIIMOHAIBbHBIX Hapyliehnuid. [Ipu ocmortpe:
OpueHTupoBaHa, KOHTAKTHA; Ye€pENHbIE HEPBBI 0€3 0COOCHHOCTEH! MBIIIIEYHBII TOHYC
BEPXHUX M HIKHHUX KOHEYHOCTEH HE H3MEeHEeH, runorpoduii’ Her. Jlerkuii mapes
pasrubaresniell mpaBoi CTOIBI, 3aTPYJHEHA X0/1b0a Ha MITKAaX CHpaBa; B OCTAIbHBIX
KOHEYHOCTSIX cuia 5 OamioB. CyX0XWIbHO-HEPUOCEAIbHbIE pedIeKChl KUBBIE,
paBHBI, ATOJOTMYECKUX CTOMHBIX 3HAKOB HEeT. KOOpAUHATOpHBIE MPOOKI BHIMIOIHSIET
MPaBUJIbHO, YYBCTBUTEJIBHBIX paccTpoicTB He| BbisiBieHO. OOcnenoBanus: DHMI
(24.07.2008 r.): maHHBIX 3a OJIOK TPOBEICHUSK, 110, NWHPErONEUS Ha YPOBHE TOJIOBKH
MajgoOeplIoBO  KOCTH B  HACTOSLICCgmy, BPEMs He  BbIABIeHO. Mwmeercs
3aMHTEPECOBAHHOCTH Mepudepuyeckux HEPBOB € npeodiagaHueM NopaxeHus N. pe-
rONeus crpaBa M CJieBa, CCHCOPHBIX BOJIOKOHyHA TUCTALHBIX CerMeHTax, N. ulnaris
clieBa Ha ypOBHE JIOKTeBOTo cycraBa (be3 Omoka'mposeacHus). DHMI' naHHbIe MOTYT
COOTBETCTBOBATh HACIJICCTBEHHON JHEBPONATHH C HAKIOHHOCTBIO K MapaiuyaM oOT
cnapieHus. BuOpaunonHas 4yBCTBUT@IBHOCTh — IOPOTH BO BCEX TOUYKAX OMpPEIeSICHUs
B Ipejenax HOpMbl. MoJeKyIspHO-TCHETHYECKOEe 00CiIe10BaHue MOATBEPAUIO Ha-
mmune HHIIC y Gonbhoit K., a Takxe ee maTepu NpU OTCYTCTBUU KIMHUYECKUX
MPOSBJICHUU.

B G6onpmmHcTBe cnyuagBo3HukHOBeHUe myTaiuu pu HHITC accorumposano ¢
CYOMUKPOCKOIIMYECKOM . iefieleit Ha xpomocome 17 u  wuMeer HEOOBIUHBIN
MOJICKYJISIPHBI ~ MEX@HU3My, KOTOPBIA  OMNpeAemsieTCs] OCOOEHHOCTSAMH CTPOCHUS
CKPUTHUUYECKOT0» y4acTka,00mnactu pll.2 nannoit xpomocomsr [2, 3]. B aToit obOmactu
pacrionaraercsi MMenMHEBbIN reH PMP22, (nankupyemblii BbICOKOTOMOJIOTUYHBIMHU
nosropamu JIHKSwmexny KOTOppIMM B MEHO3€ MOMKET IPOUCXOAUTh HEPABHBIN
KpOCCHHTOBEp. B'pe3yiibraTe mnepecTpoilku o0pa3yroTcs ABE pa3iudHbIe aHOMAJIbHbBIE
XpOMOCOMBL: OfiHa M3 HUX COACPKUT IyIUIMKaiuio oonactu amuuoi 1,4 M6, npyras —
JICNIeMI0 TOW JK€ 00JacTH, MPUBOMAMAILYIO K TMOTepe OAHOM Komuu reHa PMP22.
Jynnukanusi rena PMP22 apnsiercss npuumHoi HeBpanbHOU amuorpoduun [lapko-Ma-
pu-Tyc 1A trma (CMT1A), a aenerus 3TOro reHa JexuT B ocHoBe paszsutis HHIIC
[2]. Takum oOpa3oMm, pe3yabTaTOM OJHOTO W TOrO € MYTAIIMOHHOTO COOBITHS,
OOYCIIOBJICHHOTO pa3HOHAIPABICHHBIMU HaPYIICHUSMH J103bI TeHa PMP22 (nenerus
WM JYIUTMKANus), SIBISIFOTCS JIBA PA3JIMUHBIX HEBPOJIOTHUECKUX — 3a0O0JICBAHUS.
bnaronapst oOuieit reHeTH4ecKoi Npupoie, CYIIECTBYIOT U €IMHbIE MOIXO0/IbI K UX JUar-



HOCTUKE, HanOosnee >PPEeKTUBHBIA K3 KOTOPHIX OCHOBAaH Ha HCIMOJIb30BAaHUU METOA
KOJIMYECTBEHHOTO ONPEICTICHNUS BHYTPHUIIOKYCHBIX MUKPOCATEIUTUTHBIX MapKEPOB.

B kauectBe wucciaeayeMoro marepuaiia ucnoJib3oBasiack reHomHas JIHK,
BBIJICTICHHAS] U3 JICHKOIMTOB Neprudepruvyeckord KpOBH MAIMEHTOB METOJIOM (heHOoI-
XJI0pOPOPMHOM IKCTPAKIIUH 110 CTAHIAPTHON MeToauKe [5].

Onpenenenue ameneit nomuMmopdusix MapkepoB D17S 2218, DI/S2223 u
D17S2229, cuemineHHblXx ¢ reHom PMP22, BoImodHsin ¢ HCHOWB3@BAHUEM
aBTOMAaTHUYECKOr0 KaMWIJISIPHOTO 23JIeKTpodope3a ¢ MOJUXPOMHBIM JIa3€pHBIM
CKaHUpOoBaHWEM B TeHerndeckoMm aHammzatope ABI  PRISMy 310 mocne
ammummpukanuu  cneuudpuueckux JHK mnocnenoBarenbHOETEHy, I'€Ha METOAOM
myabTuIuiekcHoi TP [8].

MounekynsipHo-reHeTHUecKoe HccienoBanue obpasteB JHK mnpobGanpa,
MaTepu W Opara mpoOaHAa BBINIOJHEHO C WCIONB30BAHUEM MHKDPOCATEITUTHBIX
MapkepoB xpomocoMbl 17 (D17S2218, D17S2223% ué D17S2229), wnaubonee
HNOJXOMAIINX TIO XaPAKTEPUCTHKAM JUIS ONpEACICHHs TymIuKaiuu/qeieu reHa
PMP22 [11]. PomocnioBHast ceMbH TpeCTaBIeHa Ha pucyHke 1.

Pucynor 1. Pooocnosnas €erbu K. 1 — npobano (111.4), 2 — 6pam npobanoa
(111.2), 3 —mamo npobanoa (11.1)}

[lo pesynpraram JIHKsamanm3a y npoGanpma ObLT BBISBICH TOJBKO OJUH
alyie’db B KaXJAOM M3 TPeX MApPKepoB, YTO MOTJIO CBUJETEIBCTBOBATH JMOO O
TOMO3UTOTHOM COCTOSIHUU MAHHBIX MapKepoB, JIMOO O MOTEpe OJHOW KOMUM TeHa
PMP22. VccnenoBanu€“HHK Matepu mo3BONMIO YCTaHOBUThH, YTO y HEE TaKKE
MMEETCA TOJIbKO OJH@, KOMHUs IeHa, W TMOATBEPJUTH HACIEIOBAHUE XPOMOCOMBI C
nenenrer npoOayfioM, 0"¥eM CBUIECTENIBCTBYET OTCYTCTBHE y HETO MAaTEPUHCKOIO
amnens no mapkepy D1762218.

[lo pesysibTa®aM BBIIOTHEHHOTO uUccienoBanus auarHo3 HHIIC  Obin
UCKJIIOUEH y poAHORe OpaTta mpobaHja, MMEIOLIEro B€ HOPMaJIbHbIE XpPOMOCOMBI 0€3
nenenyi. Pe3yis#aThl TEHOTUTTUPOBAHMS TIPEACTaBICHBI HA PUCYHKE 2.



D1752223 D1752218 D1752229

Pucynox 2. I'enomunwvi no annenim muxpocameniumuviypmopgiepos D1732218,
D1732223 u D1752229:. 1 - npooaHo (111.4),
2 — 6pam npobanoa (111.2), 3 —mams npobanoa (11.2).

bonbro#t K. (17 net) moctymun 19.02.2008 B “HeBpOIOTHYECKOE OTACICHHUEC
PHIII] HHX c xanobamu Ha cnaboCTh B HOrax, AehopMamuid cTomn U 00JM B HUX
npu U3NYECKON HArpy3Ke, U3MEHEHHE MOYepPKagy KOTOphIe OCCIMOKOAT B TEYCHHE 2
JIeT, mocTeneHHo HapactaloT. Co cloB HacieICTBEHHbIM,aHAMHE3 HE OTATOLLEH.

IIpu ocmotpe: OpuEHTHpPOBaH, KOHTAKICH, ' YEepemHble HEepBbl 0e€3
ocobenHoctel. ['munorpodust HuxHEN TpeTu rojeHer. MbIleyHbI TOHYC BEPXHHUX
KOHEYHOCTEW HE WU3MEHEH, B HIKHUX — JIEFKAas\rHioToHus. Cuila B KOHEYHOCTSIX
MPOKCUMaIbHO S 0auioB; B pasrularelsix, KUCTed cHukeHa 10 4 0auioB, B
crubarensXx W pasrudaTeNsX ToneHedl n@ 4 OajioB, B CTOMAaX — BO3MOXKHO JIMIIb
nieBesieHre nainbiuaMu. KoHTpakTypa TOACHOCTONHBIX CYyCTaBOB; AedopManus CTom
no tunty ®punpeiixa (BBICOKUIT CBOJI{ BEIpAKCHAMOKCTEH3MUS naibiieB). CyXOKUIBHO-
nepuocTajgbHble pedeKchl ¢ PYK KMBBIE, PABHBI, KOJIEHHbBIE U aXWUJUIOBBI PEQIIEKCHI
HE BBI3BIBAIOTCA; MATOJOTMYECKNXy, CTONHBIX 3HAaKoB HeT. [lpum oOcnenoBanuu
YYBCTBUTEJIBHOCTU OIPEACIIACTes. TUNCCTE3Us Ha KUCTSIX, TUIIEPECTe3Us] Ha CTONax.
Koopaunaropubie mpoObl BbINOIHSCT mpaBwibHo. OOcnemoBanus: DHMI (25.
01.2008r): MaTOJIOTHs HEPBOB HIDKHUX KOHEYHOCTEN MIEPBUYHO
IEeMUEIMHU3UpYoIero £ xapaktepa.  BuOpaunoHHas  4yBCTBUTENIBHOCTH — —
BbIpA)KEHHAs NaJbIrUNECIC3Usl HA CTOMNAX, B MEHbIIEH CTENEHU Ha TOJeHsaX. J(uarnos:
HacnencrBeHHass MQTOpHO-CEHCOpHasi HeBpomatuss 1 Tunma ¢ JAUCTalIbHBIM
TeTpanape3oM — JEEKUMyB PYKaX, BBIPAXKEHHBIM B HOrax. MoJeKyIIpHO-TEeHETUIECKOE
o0cnenoanue nogreepmusio Hannuue HMCH | Tuna.

[To nanupiM8HK-ananu3za y npo6anja ObLIO BBISIBICHO TPU KOMUU MapkKepa
D17S2218. Mapkepsl D17S2223 u D17S2229 umerot no aBa ajjiens 0JMHAKOBOTO
Pa3sMEPAHTO HACT JIBOMHON 110 MHTEHCUBHOCTH CUTHAJI MO OTHOLIECHUIO K TPETHEMY
aJuIeIi0. (CoOTHOIIeHUE BHICOTHI TUKOB Ootiee yem 1,8:1) (pucyHok 3). [TomydeHHbIe
PE3yJIbTATBL CBUIETENLCTBYIOT O HAJUYUM y npobaHaa ayriukauuu rena PMP22 u
MOATBEPXKAAIOT JUarHo3 HeBpalibHOU amuoTpoduu lapko-Mapu-Tyc tun 1A.

[Ipu uccnenosanuu JJHK maTepu Obuin naeHTUPUUMPOBAHBI IBE€ HOPMAJIbHBIE
XpoMocombl 0e3 aymmukaiuu (pucyHok 3). OTCYyTCTBHE OHOJIOTMYECKOTO MaTepuaia
OT oTLa MpoOaHjia HE MO3BOJISIET YCTAHOBUTD, MOJIYY€HA JIU XPOMOCOMa C MyTaluen
OT OTIIa WK BO3HUKJIa de novo.
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Pucynox 3. I'enomunwsi no annenam muxpocamennumuvix maprepogD17S2218
u D172223: 1 - mams npobanoa, 2 — npobaHo.

UTBhIBasl CYHIECTBYIOLIME TpyAHOCTH AU (epeHIHaIbHONl KIMHUYECKOU
nuarHoctuku CMT u HHIIC, Tonbko wuccinenoanue JIHK I1163BoJISIET MOCTaBUTH
TOYHBIN JMArHo3 JaHHOTO 3a0oJieBaHus. Vcrnonb3oBaHUE, MOICKYIISIPHO-TEHETHUECKHIX
TEXHOJIOTUI MMEET Takke OOJIbIIOE HAyYHO-NPAKTUYECKOR, 3HAYEHHE, CIIOCOOCTBYS
COBEPIICHCTBOBAHUIO KJIACCU(UKAIIMKA HACJIEJICTBEHHBIX O0JIe3HEH HEPBHOU CUCTEMBI,
YTOUYHCHHUIO KIIMHHYCCKOIO CHMIITOMOKOMILICKCA Wy HO30JIOTMYCCKOr0 JMarHosa,
YIIYYLICHUIO PaHHEN KIIMHUYECKOU JUArHOCTUKH.
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