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MoJiekyJSIpHO-TeHeTUHYeCKHEe TeXHOJIOTHH B IMATHOCTHKE
HACJIEACTBEHHBIX HEBPONATHH
1 - Pecnybauxanckuil Hay4HO-NPAKMUYeCcKull yeHmp Hespoao2uu u Hetupoxupypeuu, Munck
2 - Pecnybaukanckuil HayuHo-npakmuyeckuti yeump «Mamo u oums», Munck

B cTaThe onuchIBalOTCS OCOOEHHOCTH KJIMHUYECKOTO TEUCHHS U JUATHOCTUKH,
B TOM 4YHCJIE€ MOJIEKYJSIPHO-TEHETUYECKON HACIEACTBEHHOM HEBPOINATHH C
MIPEAPACTIONIOKEHHOCTBIO K MMapajuyaM OT CHABJIEHHs W HACJIEICTBEHHOM MOTOPHO-
ceHcopHoil HeBponaTtuu |, |l. IlpuBonuTcs KIMHUYECKOE OMUCAHUE JBYX CIIy4yaeB
HACJIEJICTBEHHBIX HEBPOMATUN C TMOJATBEP>KICHHBIMU MOJICKYJISIPHO-TEHETUUYECKUMHU
HCCIIEIOBAaHUSIMU.

KirouyeBble ci10Ba: HACIEICTBEHHBIE MOTOPHO-CEHCOPHBIE HEBPOIIATHH,
HEBpPONIATHsI € NPEAPACIOI0KEHHOCTBIO K MapajnyaM OT CHAaBJICHUS, KIMHUKA,
JIMArHOCTHKA, MOJIEKYJISIPHO-TEHETUYECKAsl IMarHOCTHKA.

[lonuHeBponatuss — cucTeMHoe 3a0oJjieBaHWE TNepUPEepUUecKod HEpPBHOU
CUCTEMBbI, XapaKTEepPU3YIOIIeecs JIBUTaTeIbHbIMU, CEHCOPHBIMU U BET€TAaTUBHBIMU
MNPOSIBICHUSIMU,  JIUHAMUKA  KOTOPBIX  OMNPENENseTCs]  ATUOJOTUYECKUMU U
MaTOreHETUYECKUMU (haKTOpaMHM, a TaAKXKE BOBJICUECHUEM PA3JIUYHBIX THUIIOB HEPBHBIX
BOJIOKOH B marojorndeckuii mpomecc [1]. HacnemcrBeHHble MONMMHEBpPONATHH
MPEACTABIAIOT COOOW TeTepOreHHyl TIpynny 3a0o0JieBaHMM, Cpeau KOTOPBIX
MOTOpHO-ceHcopHbie HeBpornatuu | u |l Tumos (HMCH |, |l) — BapuanTsl 60Je3HU
[Mlapko-Mapu-Tyra (BIIIMT) — oTHocaTcs K HambOojiee YacTO BCTPEUYAOIIUMCS
HACJICJICTBEHHBIM 3a00JieBaHUsIM HepBHOW cucTteMbl [1]. OCHOBHBIC KIMHHYECKHE
MpOSIBJICHUS BKJIIOYAIOT TIOCTENEHHOe Hawyajio Ha 1-2 jecarwietun KU3HH,
MPOrPECCUPYIOLIYI0 C€IabOCTh W MOXYJAHUE JUCTANbHBIX OTIEJIOB HIKHHX
koHeuHocTe (Oosmee BwIpakenbl npu HMCH Il), mocreneHHoe BOBICYCHHE
JHMCTANBHBIX OTJEJIOB BEPXHUX KOHeuHocTed (MeHee BoipaxkeHo nmpu HMCH |I1);
MEJJIEHHOE TeYeHUe 3a00JIeBaHUsl, HE3HAUYMUTEIbHbIE JIUOO YMEPEHHbIE HAPYIICHHS
qyBCTBUTEIBHOCTH (MeHee Bhipaxkensl npu HMCH 1) [1]. C yuerom
anekrponeripomuorpapun (OHMI') Beimensior nemuenunusupytomyo — HMCH |
tuna (HU3Kask CKOPOCTh MPOBEJCHHS BO30YXKIEHUsI 10 HepBaM MeHee 25 m/cek), ak-
conambHyto — HMCH Il tuna (HopmanbHas WJIM HE3HAYUTEIILHO CHW)KCHHAs
CKOPOCTh TPOBEJCHUS BO30YKJIeHUs 1O HepBaMm Oojee 38 Mm/cek), a TaKkke
JOTIOJIHUTENIBHO ~ BBIJICICHHYIO HEBPOMATUIO C MPOMEKYTOUYHBIMU 3HAYEHUSIMU
ckopoctu npoBeaenus 25-50 m/cex (DI-BILIMT) [1].

OnHUM W3 BapHAaHTOB HACJICJCTBCHHOW HEBPOMATUU SIBJISICTCS HEBPOIATHS C
peIpacooKeHHOCThI0 K mapanuyam oT caasienus (HHIIC), neGror xoTtopoi
Yare MPUXoaUTCs Ha 2-3 NeCSITUICTHE )KU3HH, HO MOXKET OBITh BBISBIICHA U B JIPYTUX
Bo3pacTHbhIX  auanazoHax [1, 10]. Ona xapaktepu3yeTcsi MOBTOPHBIMH
0€300JIe3HEHHBIMU AMU30JaMU OHEMEHHUs, clabocTh U arpopuil nepudepuyecKux
HEPBOB, Yalle CPEIMHHOr0, Mallo0epIOBOrO, JOKTEBOTO, JIYy4eBOro. Bo03MOMKHBI
napajqnyl TUICYeBOTO CIUICTEHHSI C HAJIW4YHMEeM OOJIEBOTO CHHIPOMA W YEPEIHBIX
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 —
mubdy3Hoe 3ameyieHHEe TMPOBEACHUS BO30YKIEHUS, YUIMHEHHE JUCTaIbHOU
JIATCHIIMU | JIATeHIUU F-BOJIHBI, CHYWOKeHHE aMIunTy 1l M-oTBeta [1]. TIpu BbIsicHE-
HUU CEMEWHOr0 aHaMHe3a BO3MOJKHBI CIIy4au aCUMIITOMHOIO MOPa)KEHUs HEPBOB Y
POACTBEHHUKOB TI0 JaHHbIM DHMI', a Takxke Jierkue KIMHUYECKUE MPOSBICHUS MPU
UX TIOJIHOM  OTPUIIAHWUU  MalMEeHTOM. [ HUCTOMATOJIOrMYEeCKHe  U3MEHEHUS
nepudepuueckux  HEPBOB  BKJIIOYAIOT  CErMEHTapHYI  JAEMHUEIHWHU3AIUIO,
pPEMUEIMHU3ALUI0 U YTOJIIEHUE MHUEIMHOBOM OOOJOUYKHM B BHUAE «TOMAaKYJI»
(tomaculous or "sausage-like' formations) [1, 6]. IIpoBorupyronmmu (hakTopamMu
SBJISIFOTCS  TIpe/Ipacrioyiararoliye K CIABICHUI0 HEPBOB HE3HAYUTEIbHBIE TPaBMBI,
OTpeJIeJICHHbIC BUJbI JIBUTATEILHON aKTUBHOCTHU, BEAYIIUE K MOSIBICHUIO KOMIpPEC-
CHOHHBIX HEBpONATUM Jaxe TMpPU UX HENPOAODKUTEIHOM BO3JICUCTBUU, HO
BO3MOKHO Pa3BUTHUE AMHU30/I0B Mapainueii U MpU UX OTCYTCTBUMU.

HHIIC otHOCHTCS K CHOXHO JHAarHOCTUPYEMBIM HEBpPONATUSM M B
OOJBIIMHCTBE CIy4aeB OCTAaeTCsl Hepacno3HaHHOW. M3BecTHbl ee BapuaHTHI,
[IPpOTEKAIOIIUE MO TUIY OCTPOW WM XPOHUYECKOW JIEMUEIMHU3ZUPYIOUIEH
HEBPOMATHH C TMOBBINIEHHEM Oelika B LepeOpOCIHUHAIBHOMN JKUJIKOCTH, a TakXe IO
TUNY MYJIbTH(OKAIBHONH MoTopHOU HeBpomnatuu wim HMCH | [1, 6, 9]. Onucansr
Cllydau COYETaHUsl PELUAUBUPYIOIIUX HEBPONATUA W OYaroB JAEMHUEIUHHU3ALUU
TOJIOBHOI'O MO3Ta C KIMHUYECKHUMH NPOSBICHUSMH, YKA3bIBAIOIIME HA BO3MOYKHYIO
pOJIb TEHETUYECKUX MYTalMi B MOPAKEHUU CTPYKTYpPbl MHEJIMHA U B LIEHTPAIbHOU
HepBHOU cucteme [7]. B nposeaennom J.Tyson et all. uccnegoanuu 51 marueHToB ¢
mynbTUdOKanbHbIMU HeBponatusimu, HHIIC no nanasim JIHK-guarnoctuku Oblna
oOHapyxeHa y 24, Bkmoudas 19 manmenToB u3 15 cemeit, y kotopeix HHIIC npen-
nojarajgach Ha  OCHOBE  KIMHUYECKHX,  JJICKTPOMUOTpaduuecKux  u/wim
TUCTONATOJIOTMYECKUX JaHHbIX. OJIWH TNalUMeHT HUMeN JIOBOJIbHO HEOObIYHBIC
kinHnyeckue npossiaenus aiua HHIIC B Buae nporpeccupyromero ckamyJionepoHe-
anpHOrO cuHapoma. 7 (37%) u3 19 He MMenH OTATOIIEHHONO CEMEWHOTo aHaMHe3a W
MEHEe YeM Yy TIOJIOBHHBI M3 OOCIENOBAaHHBIX JUL ObUIM  MPOSBICHUSA
re€HEPaJIN30BaHHOW HEBpOMAaTUU. ABTOPBI PEKOMEHAYIOT IPOBEAEHNUE MOJIEKYJIISPHO-
reHeTuueckoro ucciuenoBanus ais soisaBineHuss HHIIC B ciyvasx renepann3oBaHHBIX
HEBPONATHI HE3aBUCUMO OT CEMEHHOr0 aHaMHe3a, a TaKKe NalUeHTaM ¢ MYJIbTU(DO-
KaJIbHBIMU HEBPOMNATHUSIMU, XOTSI OHU U HE SIBIISIOTCS KJIACCUYECKUMH KIMHUYECKUMHU
nposisaeHussmu HHIIC [12].

Bo03M0HBI paznyHble UCXObI peuuauBupyromux Hesponaruii npu HHIIC —
nojiHoe BoccTaHoBeHue QyHKiuu (50% cinyyaeB 0COOCHHO Ha HaYadbHBIX CTAIUSIX
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 MapecTe3uu B IPABOM pyKe MU CrUOaHUU B JJOKTEBOM CYCTaBE, KOTOPHIE
NOSIBWJIMCH 3 Mecsilia Ha3aJ yTpoM mociie cHa (mo3a BO BpeMsi CHa HOTa Ha HOry). Y
Marepu 0osibHOM ¢ 20-71€THEro Bo3pacta OTMEYAIOTCS NMEPUOIbl OHEMEHHS B KUCTSAX
MOCJI€ JJIUTENBHOrO0 MpeObIBaHUsA B IMOJOKEHUU C OMOPOM Ha JOKTEBbIE CYCTaBHI,
Bs3anuss. Ha DOHMI (maii 2008 r.) npu3HaKu BBIPAXKEHHOT'O MOPAKEHUS MTPABOro Ma-
700€epIOBOrO HEpBAa CMEIIAHHOTO Xapakrepa Ha (OHE MOIMHEBPUTHUYECKUX
M3MEHEHUI MOTOPHBIX W CEHCOPHBIX BOJIOKOH HEPBOB HW)XHUX KOHEYHOCTEH
MEPBUYHO JIEMUEIUHU3UPYIOUIETO XapakTepa. AHAJIOTMYHbIe M3MeHeHusa Ha DHMI
BBISIBJIEHBl Y MaTepu MPU OTCYTCTBUHU (PYHKIIMOHAIBbHBIX HapyuieHui. [Ipu ocmortpe:
OpueHTupoBaHa, KOHTAKTHA; Ye€peNHbIe HEPBBI 0€3 0cCOOEHHOCTENH. MBIIIIEUHBII TOHYC
BEPXHUX M HIKHHUX KOHEYHOCTEH HEe H3MeHeH, runorpoduil Her. Jlerkuii mapes
paszrubaresnield mpaBoi CTOIBI, 3aTPYJHEHA X0/1b0a Ha MITKAaX CHpaBa; B OCTaJbHBIX
KOHEYHOCTSIX cuia 5 OamioB. CyX0XWIbHO-IEPUOCTaJbHbIE pe(IeKChl KHUBBIE,
paBHBI, MATOJOTMYECKUX CTOIMHBIX 3HAKOB HEeT. KoopauHaTOpHbIE MPOOKI BHITIOIHSIET
MPaBUJIBHO, YYBCTBUTEIBHBIX PACCTPOMCTB HEe BbLsBIEeHO. OOcnenoBanusi: DHMI
(24.07.2008 r.): maHHBIX 3a OJIOK TPOBEICHUsI MO N. PErONEUS Ha YPOBHE TOJIOBKU
MajnoOeploBOi  KOCTM B  Hacrosmiee BpeMs He  BblsABIeHo. Mwmeercs
3aMHTEPECOBAHHOCTH NMepudepuyecKkux HEPBOB C MpeodiaJaHueM MopaxeHus N. pe-
rONeus crmpaBa M CJieBa, CCHCOPHBIX BOJOKOH Ha JUCTAbHBIX CerMeHrax, N. ulnaris
cJieBa Ha ypOBHE JIOKTEBOT0 cyctaBa (0e3 0yioka nposecHus). DHMI' nanHbIe MOTYT
COOTBETCTBOBATh HACJICCTBEHHONM HEBPOMNAaTHUM C HAKIOHHOCTBIO K MapaiuyaM oOT
cnapieHus. BuOpaunoHnHasi 4yBCTBUTEIBHOCTh — IOPOTH BO BCEX TOUYKAX OMpPENeSICHUs
B Ipejenax HOpMbl. MoJeKyIsipHO-TeHETHYECKOe O00Cie0BaHue MOATBEPAUIIO Ha-
mmune HHIIC y Gonbhoit K., a Takxke ee maTepu HpU OTCYTCTBUU KIMHUYECKUX
MPOSBJICHUU.

B 6onbiinHCTBE ciydaeB Bo3HuKHOBeHHE MyTaruu ipu HHIIC accouumpoBano ¢
CYOMUKpPOCKOIIMYECKON Jienerneit Ha xpomocome 17 u  uMeer HEOOBIUHBIN
MOJICKYJISIPHBI ~ MEXaHU3M, KOTOPBIA OINpeAensieTcsi OCOOEHHOCTSAMH CTPOEHUS
CKPUTHUUYECKOro» yvacTka obnactu pPll.2 nanuoit xpomocomsr [2, 3]. B aToit obOmactu
pacrionaraercsi MUEIMHOBBIM TeH PMP22, (nankupyemblii BbICOKOTOMOJIOTMYHBIMU
nosropamu JIHK, mexny KOTOppIMM B MEHO3€ MOMKET IPOUCXOAUTh HEPABHBIN
KpoccuHroBep. B pe3ynbrate mepecTpoilku o0pa3yroTcs ABE pa3iudHble aHOMAJIbHbBIE
XPOMOCOMBI. OJIHA U3 HUX COAEPKUT AYIUIMKaLuio obnactu uymHoil 1,4 MO, npyras —
JICNIeNIMI0 TOW k€ 00JacTH, MPUBOMASAILYIO K TMOTepe OAHOM Komuu reHa PMP22.
Hynnukarus rena PMP22 apnsiercss npuumHoi HeBpanbHOU amuorpoduun [lapko-Ma-
pu-Tyc 1A tuma (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, D17S2223 u
D17S2229, cuemineHHbIXx ¢ reHom PMP22, BLIIONHSIA € HUCIOJL30BAHUEM
aBTOMAaTHUYECKOr0 KaMWIJISIPHOTO 3JIeKTpodope3a ¢ MOJUXPOMHBIM JIa3€pHBIM
CKaHMpoBaHMeM B reHetuyeckoM ananuzatope ABI PRISM 310 nocne
ammummpukauuu  cneuuduueckux JHK mnocnenoBarenbHOCTE reHa MeETOAOM
myabTuIuiekcHoi TP [8].

MonekynsipHo-reHeTHUecKoe HccienoBanue obpasuoB JHK mpobanpa,
Marepu W Oparta mpoOaHIa BBHIMOJHEHO C KMCHOJB30BAHUEM MHKPOCATEILIUTHBIX
MapkepoB xpomocoMbl 17 (D17S2218, D17S2223 u D17S2229), wnaubonee
HNOJXOMANINX TIO XapPAKTEPUCTHKAM JUIS ONpEACICHHS TyTUTHKAIMU/IeNIeUi TeHa
PMP22 [11]. PonociioBHast ceMbH TpeCTaBIeHa Ha pucyHke 1.

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

[lo pesynbraram JIHK-anamuza y npoGanga ObUT BBISBIEH TOJBKO OJMH
alyie’db B KaXJAOM M3 TpPeX MapKepoB, YTO MOTJIO CBUIETEIBCTBOBATH JMOO O
TOMO3MIOTHOM COCTOSIHUM JTaHHBIX MapKepoB, JHOO O MOTEpe OJHON KONUM TeHa
PMP22. Vccnenoanue JIHK matepu mo3BOAMIO YCTaHOBUThH, YTO y HEE TaKKe
MMEETCS TOJIbKO OJHAa KOMMs IeHa, W TOJATBEPAMTbh HACIEJOBaHHUE XPOMOCOMBI C
aenenre npoOaHAOM, O YeM CBHUJETENIBCTBYET OTCYTCTBHE y HEr0 MAaTEpPUHCKOIO
amens no mapkepy D1752218.

[lo pesynbTaTaMm BBIIOAHEHHOTO uUcchenoBanus auarso3 HHIIC 6wt
HCKJIFOYEH Y pOJHOTO OpaTa rnpobdaHaa, MEIOIIETo JBe HOpMalibHbIE XPOMOCOMBI €3
nenenuu. Pe3ynbTaThl FeHOTUITUPOBAHMS TIPEACTABICHBI HA PUCYHKE 2.
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Pucynox 2. I'enomunwvi no annensim muxpocameniumuvix mapkepos D1732218,
D1732223 u D1752229:. 1 - npooano (111.4),
2 — 6pam npobanoa (111.2), 3 —mams npobanoa (11.2).

bonbro#t K. (17 net) moctymun 19.02.2008 B HEBpOJOrHYEeCKOe OTACICHHUC
PHIIL] HHX c xanob6amu Ha ciabocTh B HOrax, AeopMaluio cTon U 00iM B HUX
npu (GU3NUECKON Harpys3ke, U3MEHEHHUE MOoYEepKa, KOTOpble OECIOKOAT B T€UEHUE 2
JIET, MOCTeneHHo HapacTaloT. Co CJIOB HACJIEICTBEHHBI aHAMHE3 HE OTATOLLEH.

IIpu ocmotpe: OpuEHTHpPOBaH, KOHTAKTEH, YEpemnHble HEepBbl 0e3
ocobenHoctel. ['unorpodust HUKHEN TpeTu rojeHed. MbleYHbIH TOHYC BEPXHHUX
KOHEYHOCTEeW HE WU3MEHEH, B HIKHUX — Jierkas runoTtoHus. Cuiia B KOHEYHOCTSIX
MPOKCUMAJIbHO S 0auioB; B pasrubarensx KUCTEH CHUKeHa 10 4 0auioB, B
crubarensx u pasrudarensx rojeHel no 4 OainoB, B CTOMAX — BO3MOXKHO JIMIIb
nieBesieHre nainbiuaMu. KOHTpakTypa TOJI€HOCTONMHBIX CYCTaBOB; AedopManus CTom
no tunty ®punpeiixa (BBICOKUIT CBOJI, BRIpaXKECHA dKCTEH3Us MaibiieB). CyXOKUIBHO-
nepuocTajgbHble pedeKchl ¢ PYK KUBbIE, PaBHbI, KOJIEHHbBIE U aXWUJUIOBBI PEQIIEKCHI
HE BBI3BIBAIOTCA; MATOJOTMYECKUX CTONHBIX 3HAaKoB HeT. [lpum obcnenoBanuu
YYBCTBUTEJIBHOCTU OIPEACINIIETCS THIECTe3Us Ha KUCTSX, TUIIEPECTe3Hsl Ha CTONax.
KoopaunartopHbie mpoObl BbINOAHSET mpaBwibHO. OO6cnemoBanus: DHMI (25.
01.2008r): MaTOJIOTHsI HEPBOB HIDKHUX KOHEYHOCTEN MIEPBUYHO
NEMUEIMHU3UPYIOIIEr0  Xapakrepa.  BuOpauumoHHas  4yBCTBUTEIBHOCTH — —
BbIpA)KE€HHAs NaJbIrUNECTE3Us HAa CTOMNAX, B MEHbILIEH CTENEHU Ha TOJeHsIX. J(uarnos:
HacnencrBeHHass MOTOpHO-CEHCOpHasi HeBpomatuss 1 Tunma ¢ JAUCTalIbHBIM
TeTpanape3oM — JErKUM B PyKax, BbIPaXXEHHbBIM B HOrax. MoJeKyIapHO-TeHETUIECKOE
obcnenoBanue noareepawiio Hanuurne HMCH | tuna.

[To nannbiM JIHK-ananuza y npoGanja ObLIO BBISIBICHO TPU KOMUU MapkKepa
D17S2218. Mapkepsl D17S2223 u D17S2229 vimerot no aBa aijiens 0JMHAKOBOTO
pa3mMepa, 4To J1aeT ABOMHONW MO MHTEHCUBHOCTH CUTHAJ MO OTHOIIEHUIO K TPEThEMY
ayuiento (COOTHOIIeHUe BhICOTHI TUKOB Ootiee yem 1,8:1) (pucyHnok 3). I[TomydeHHbIe
pPE3yJIbTaThl CBUAECTENBCTBYIOT O HAJUYUM y npobaHaa ayriukauuu rena PMP22 u
MOATBEPXKAAIOT AUArHo3 HeBpalbHOU 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 muxpocamennumuoix mapkepos D17S2218
u D172223: 1 - mams npobanoa, 2 — npobaHo.

UThIBas CYIIECTBYIOIIME TPYAHOCTH AuddepeHnanbHOl KIMHUYECKON
nuarHoctuku CMT u HHIIC, Toapko wucciemoBanue JIHK mo3BoOJsI€T mOCTaBUTH
TOYHBIN JMArHo3 JaHHOTO 3a0oJieBaHus. Vcrnonbs3oBaHue MOJIEKYIISIPHO-TEHETHUYECKUX
TEXHOJIOTUM HMeeT Takke OOJbIIOE HAYYHO-MPAKTUYECKOE 3HAYEHUE, CIOCOOCTBYS
COBEPIICHCTBOBAHUIO KJIACCU(UKAIIMKA HACJIEJICTBEHHBIX OO0JIE3HEH HEPBHOW CUCTEMBI,
YTOYHEHUIO KJIMHUYECKOTO0 CHUMIITOMOKOMILJIEKCA U HO30JOTMYECKOrOo JMarHo3a,
YIIYYLICHUIO PaHHEN KIIMHUYECKOU JUArHOCTUKH.
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