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Iens. IIpoananuzuposams cospemerHble KIUHUKO-2eHemUiecKue U OpeaHu3ayuoHHble npeonocoblLIKU
paszeumus neupocenemuxu 6 PT u obocnoeams nepcnekmughvie HanpasieHusi e€ 6HeOpeHUs: 8 KIUHUUECKYIO
NPAKMUKY.

Mamepuan u memoowl. [Iposedén ananumuyeckuti 0030p COBPEMEHHLIX OMEUeCmMEEeHHbIX U
3apyOedtcHbIX NYyOIUKAYULl, NOCEAUEHHBIX OUACHOCMUKE U 860€HUI0 HACIe0CMBEeHHbIX 3a001e6aHUL HEPEHOU
cucmemvl, a makaice 00600WEH ONnbiM KIUHULECKOU U MOAEKYIAPHO-2EHeMUUECKOU OUASHOCMUKY NAYUEHMO8
¢ HacnedcmeeHHoU Hegpolo2udeckou namonozueu 6 PT. Hcnonv3osanuce memoovl cpagHUmMeNbHO20
AHANU3A, CUCEMAMU3AYUY KIUHUYECKUX U 2eHemU4ecKux OaHHbIX, d MAaKdice OYeHKA Op2aHU3AUUOHHBIX
ACneKmo8 OKa3aHusl CNeyuaIu3uUpOBaAHHOU NOMOUJU.

Pe3ynomamul. Ycmanosneno, ymo 6biCOKAsL pacnpocmpaHéHHOCMb HACIe0CMEEHHbIX 3a001e8aHUL
HEpPBHOLL CUCTEeMbl 8 COUeMAaHuU ¢ 0emocpaguiuecKkumuy U nOnYIAYUOHHLIMU 0cobeHHocmamuy HacereHus PT
obycnognusaem HeobXo0UMOCMyb pa3eumus Hetipocenemuiecko2o nanpasienus. Ilokasano, umo eneopenue
COBPEMEHHBIX MOEKYIAPHO-2EHEMUYECKUX MemOo008 OUASHOCMUKY, GKIIOUAs CeKBEHUPOBAHUEe HOBO20
NOKOJeHUs, NO0360Jislem  NOBbICUMb  MOYHOCMb  HO30102UYECKOU  8epudukayuy, onpeoeiums mun
HACNe008aHUsL U ONMUMUIUPOBANb MAPWPYMU3AYUIO nayuenmos. Buvlasnenvl knouegvle opeanuzayuontole
npooOneMbl, 02PAHUYUBAIOWUE DA3BUIMUE HEUPO2EHEMUKY, 6KI0Yas oepuyum Cneyualusupo8aHHblxX
nabopamoputi, HeOOCMAMOUHYI0 UHMESPAYUI0 KIUHUYECKUX U 2eHemUYEeCKUX OAHHBIX U NOMpeOHOCmb 6
n0020MmosKe NPoPUIbHBIX KaOpOos.

3akniouenue. Pazsumue nevpocenemuxu 6 PT mpebyem KOMNIEKCHO20 N00X004, BKIHOUANOWE20
gHeopeHue COBPEMEHHBIX KIUHUKO-2eHeMUYeCKux OUua2HOCmu4eckux cmpameuil, co30anue HayuoHaIbHbIX
pe2ucmpo8 HaciedCmeeHHbIX 3a00/1e8aHULl HEPBHOL CUCTEMbl U COBEPUIEHCMBOBANHUE OP2AHU3AYUOHHBIX
MoOenel  OKA3aHUs — CNeyuanusuposamnHou nomowu. Peanusayus oanmvix  uanpasnenuu  6yoem
cnocobcmeogams  pamHeli  OUASHOCMUKe, CHUNCEHUI0  UHBANUOU3ayuu U  DOpMUpOBaAHUI0  OCHO8
NEePCOHANUBUPOBAHHOU MEOUYUHBL 8 HEGPOTIOSUU.

Kniouesvle cnosa: meilipocenemuxa, HacieOocmeenHvle 3a00Ne8aHUs  HEPEHOU  CUCHEMbl,
MONEKYIAPHO-2eHemu4eckas OuaeHOCmuKa, op2anuzayus 3opasooxparnenus, Pecnyonuka Taoscukucmarn.
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Maeoo ea ycynxo. Taxnuiu myKoucasii 6a cucmemasuy a0abuému mMyocupu 6amarii 6a Xopuyii ouo
ba mawixuc 6a UOOPAKYHUU OEMOPUXOU UPCUU HUZOMU acab 2y3apoHuda wyo. MHuynun maypubau mawxucu
KIUHUKIL 64 MOJNIeKYli-2eHemuKuu 6emoponu 0opou namonocusau upcuu acad oap YT yamvbacm eapouo.

Hamuyaxo. Myaiian kapoa wiyo, Ku naxiuwiasuu O0ananou Oemopuxou upcuu Huzomu acad oap
AKYosiil 60 Xycycuamxou Oemocpa)ii 8a NONYAAMCUOHI 3apypamu pywou Heupo2eHemuKapo maxo3o
MmeHamosno. Tambuku ycyixou Myocupu mawiXucu MONeKYIil-2eHemuKi UMKOH Meouxad, Ku OaKukuu
mawixuc 6anano dapoowma ulyod, Hagvbu Mepocoapopii 6a MAKMUKau UOOPAKYHUU OEMOPOH MYQUsH Kapoa
wasao. Mowneaxou acocuu mawKuIuy pyuiou Heupo,eHemuKa Hu3 Myausan 2apouoano.

Xynoca. Pywou wuetipocenemurxa oap YT mynocubamu maymyupo maniad mMeHamoso, Ku mauxucu
Myocupu  KIUHUKU-2eHeMuKil, — MAWKuiu  peecmpxou MWl 6a  MAKMUIU — HUSOMU  KYMAKU
maxcyceapOoHudaulyoapo oap bap meaupao.

Kanuoeoxncaxo: netipocenemura, b6emopuxou upcuu HU30MuU acadb, mawixucu MoNeKyiil-2eHemuKil,
manoypycmii, Yymxypuu Toyuxucmon.

ABSTRACT
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Objective. To analyze clinical, genetic, and organizational perspectives for the development of
neurogenetics in the Republic of Tajikistan and to substantiate priority directions for its implementation in
clinical practice.

Material and Methods. A systematic analysis of recent national and international publications on
the diagnosis and management of hereditary nervous system diseases was performed. In addition, clinical
and molecular genetic diagnostic experience in patients with hereditary neurological disorders in the
Republic of Tajikistan was summarized using comparative and analytical methods.

Results. The high prevalence of hereditary nervous system diseases combined with demographic and
population-specific factors highlights the need for the development of neurogenetics in Tajikistan. The
implementation of modern molecular genetic diagnostic methods, including next-generation sequencing,
improves diagnostic accuracy, enables determination of inheritance patterns, and optimizes patient
management pathways. Key organizational barriers limiting neurogenetics development were identified,
including limited laboratory infrastructure and insufficient integration of clinical and genetic data.

Conclusion. The development of neurogenetics in the Republic of Tajikistan requires an integrated
approach that includes modern clinical and genetic diagnostic strategies, establishment of national
registries, and improvement of organizational healthcare models. These measures will contribute to early
diagnosis, reduced disability, and the advancement of personalized neurology.

Keywords: neurogenetics, hereditary nervous system diseases; molecular genetic diagnostics,;
healthcare organization; Republic of Tajikistan.

Beenenne pacIImpuiIo BO3MOKHOCTH JTUArHOCTUKHU

Heiiporeneruka B mocieHue qecATUICTUs HACJICICTBCHHBIX 3a00JICBaHNN HEPBHOUW CHCTEMBEI,
chopMupoBanach Kak OJHO M3 KIIHOYEBBIX MO3BOJIUB TEPEUTH OT CHHIPOMOJIOTHYECKOTO
HaIpaBJICHUN COBPEMEHHOM HEBPOJIOTHH, MoJIX0Aa K  OTHOJOTUYECKH  OOOCHOBAaHHOM
o0BbeMHAIOIEEe  JIOCTHIKEHUS  KIMHHYECKOH BepUpUKaIUU JarHos3a u
MEIUIIMHBI,  MOJEKYJSPHOW  TEHETUKH U MePCOHAIM3UPOBAHHOMY BEJICHUIO MAIueHToB [ 10,
HelipoOuosoruu [8, 12, 15]. AKTUBHOE BHEIpEHHE 12, 15]. HacnencrBennsle 3a00j1€BaHUsS HEPBHOM
MOJICKYJISIPHO-TEHETHUYECKUX ~ TEXHOJOTUH B CUCTEMBI XapaKTEePU3YIOTCS BBICOKOM
KIIMHUYECKYIO MIPAKTUKY CYLIECTBEHHO KIIMHUYECKOW U FeHETHYECKON TeTepOreHHOCTHIO,
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paHHUM BO3pPacTOM MaHu(ecTaIuu u
MIPOrPECCUPYIOLIUM TEUEHUEM, HEpeaKo
MPUBOJSIIMM K CTOWKOM HWHBaJUIU3alUUUA U
CHIDKCHMIO  KauecTBa  ku3uu  [13,  14].
CymecTBeHHas BaprabeIbHOCTh
(EHOTUNTUYECKUX  TPOSABICHUHN,  IMEPEKPHITUE
KIIMHUYECKUX CHUMIITOMOB Pa3IUYHBIX
HO30JIOTUYeCKUX  (GopM U OrpaHHuYEHHAs
WH()OPMATUBHOCTh  M30JIMPOBAHHBIX  KJIIMHHUKO-
WHCTPYMEHTAIbHBIX ~ METOJOB  JIMATHOCTUKHU
00yCNIaBIMBAIOT 3HAYUTEIbHBIC TPYJHOCTH B
CBOEBPEMEHHOM MOCTaHOBKE nuarHosa [1, 2, 14].
B 3Tux ycnoBusix pa3BUTHE HEHPOIE€HETUYECKOIO
MO/IX0/1a MPHOOpeTaeT 0co0yI0 aKTyaJbHOCTD [12,
15].

Hma  PT

npoOjemMa  HaCJIeACTBEHHBIX
3a00JIecBaHU ~ HEPBHOW  CHUCTEMBI UMeeT
BBIPQKEHHOE  MEIUKO-COIMAJIbHOE  3HAYCHHE.
Hemorpaduueckre  OCOOCHHOCTH,  BKJIIOYas
BBICOKYIO POXKIa€MOCTh, YaCTOTy POJCTBEHHBIX

OpakoB M HAJMYHME ITHUYECKH U TeorpaduyecKu

M30JIMPOBAHHBIX MOMYJISILIHA, CO3/aI0T
MPEANOCHUIKN TUTSt MOBBIIIIEHHON
pacnpocTpaHEHHOCTH HACJIEJICTBEHHOM

naTojorud #u  (OPMHUPOBAHHUSA TOIMYJISIIMOHHO-
crnenupuIeckux MyTalMOHHBIX Mpoduneit [12].
[Ipn TOM cucTema OKa3aHus
CHeIHalIN3UpPOBAaHHON HEHPOreHEeTUYECKOM
MOMOIIM B pecnyOJiMKe HaxOgUTCAd Ha JTare
dbopMupoBanust U TpeOyeT  JaJbHEUIIEro
pazButus [12].

CoBpemeHHbIE JOCTHKEHUS
MOJIEKYJISIPHOI TEHETUKH, BKJIIOYast
CEeKBEHHUPOBAHHE HOBOTO TIOKOJEHHS U JpYyrue
BBICOKOIIPOU3BOJIUTENbHBIE ~ METO/bl  aHajIu3a
JIHK, OTKpbIBalOT HOBBIE BO3MOXKHOCTH ISt
paHHel JIMarHOCTHKH, YTOUHEHUS
HO30JIOTUYECKOW MPUHAMIEKHOCTH 3a00JIeBaHUMN
U NPOTHO3UpOBaHus ux TedyeHus [8—12]. Ognako

dexTHBHOE BHEOPEHHWE OTUX  TEXHOJIOTHH
HEBO3MOKHO oe3 COOTBETCTBYIOLIEH
OpraHU3alUOHHON 0a3bl, BKIIIOYAIONICH Pa3BUTHE
nabopaTopHoii  MH(PACTPYKTYpHI, HOATOTOBKY
CIICIMATM3UPOBAHHBIX KaJIpoOB, co3/1aHHe
KJIMHUKO-TEHETUYECKUX PETUCTPOB M MHTETPALIUIO
T'€HECTUYCCKUX JaHHBbIX B CUCTEMY

3apaBooxpanenus [12, 15].

B ycnoBusix OrpaHHYEHHBIX PECYpPCOB
ocoboe 3HadyeHue npuodOperaeT (GopMUpOBaHUE
paIMOHATBHBIX ~ OPTaHU3AIMOHHBIX  MOJICIICH,
MTO3BOJISIFOIIIUX ONTUMU3UPOBATH
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TUArHOCTUYECKHE  MapIIpyThl TAlMEHTOB U
o0ecneunTh JOCTYMHOCTh HEWPOTreHEeTHYECKUX
uccnenoanuii [12]. KommiekcHoe paccMoTpeHue
KJIIMHUKO-TEHETUYECKUX M  OPraHM3aldOHHBIX
aCIEKTOB DPAa3BUTHS HEUPOTCHETUKU SIBISIETCS
HEOOXOJUMBIM  yCIIOBHEM  JUIsl  IOBBILICHUS
3¢ ()EeKTHBHOCTH  JMAarHOCTUKA ¥ KadecTBa
MEIULUHCKOMN MIOMOIIH MalueHTaM c
HACJIEJACTBEHHBIMU  3a00JICBAaHUSIMU ~ HEPBHOU
cuctemsl [1, 2, 15].

B cBBu ¢ 3TUM  aKTyalbHBIM
MPEACTABIISIETCS AaHAIN3 KIMHUKO-TEHETUYECKUX U
OpraHU3aIMOHHBIX MEePCIEKTHB pa3BUTHUS
Heliporenetukn B PT  kak  OCHOBBI Ui
(dhopMUpOBaHHUS YCTOMYMBOU CHCTEMBI
MIEPCOHAIU3UPOBAHHOU HEBPOJIOTUYECKOMN
nomoru [ 12].

Ieanb nccaenoBanus

[IpoananusupoBath COBPEMEHHbBIE
KIIMHUKO-TEHETUYECKUE M  OpraHu3allMOHHbIC
MPEANOChUIKA pa3BUTUA HeWporeHeTuku B PT u
000CHOBaTh TMEPCHEKTUBHBIC HAMpaBiICHUS €&
BHEJIPEHUS B KIIMHUYECKYIO TTPAKTHUKY.

MartepuaJj u MeTOIbI

UccnenoBanue HOCHIO  KOMIUIEKCHBIN
aHAJIMTUYECKUI U OOCepBallMOHHBIA XapakTep U
BBITIOJIHEHO B paMKaX JUCCEPTAIMOHHOTO HAYYHO-
HCCIIEA0BATEIIBCKOTO  MIPOEKTA, IMOCBALIEHHOIO
KJIIMHUKO-T€HETUYECKUM acreKkTam
HACJIE/ICTBEHHBIX 3a00JI€BaHUN HEPBHOM CUCTEMBI.
PabGora mpoBogmmace Ha  0aze  Kadempsl
Hespostorun ['OY «TTMY wum. AGyanu uOHuU
Cuno» B mepuon 2018-2025rr. HccnenoBanue
BKJIIOYAJIO KJIMHUYECKUN, WHCTPYMEHTAIbHBIMN,
MOJICKYJIIPHO-TEHETHUYECKUN U OpPTaHU3alMOHHO-
AHAJIMTUYECKUH 3Tallbl, HAIIPaBJICHHbIE HA OLICHKY
TEKYIIEr0 COCTOSIHUSI M TIEPCIEKTUB PA3BUTHUSA
HerporeHeTuku B PT.

B ximHMYeCKyl0 dYacTh HCCIEIOBaHUS
Oobuti BKrOUeHb! 200 MalMeHTOB C Pa3IU4YHBIMU
dbopMaMu HACIICJCTBCHHBIX HEHPOMBIIICYHBIX U
JIPYTUX HACIEJCTBEHHBIX 3a00JeBaHUN HEPBHOMN

CHUCTEMEI, 00CIeI0BaHHBIX B pamMKax
JMCCEPTALMOHHOMN paboTHI. Jnarnos
YCTaHABIUBAJICS Ha OCHOBAaHUU COBOKYITHOCTH
KIMHUYCCKHUX JaHHBIX, pe3YJII)TaTOB
MHCTPYMEHTAIBHBIX ~ UCCIEAOBAHUNW U, MpHU
HaW4UU, MOJIEKYJIIPHO-T€HETHYECKON

BepI/I(bI/IKaI_[I/II/I. I[OHOJ'IHI/ITGJ'ILHO B aHanu3 ObLIH
BKJIFOUYCHBI O606IIIéHHBI€ JaHHBIC
AUCCCPTAMUOHHOI'O HCCIICOIOBAHUA, OTPAXKAIOIIHUC
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CTPYKTYpPY HO30JIOTHYECKUX (PopM, 0COOEHHOCTH
CEeMEMHOro aHaMHe3a W THIbl HACJIEIOBAHHS, a
TaKK€ Ppe3yJabTaThl BHEIPEHUS COBPEMEHHBIX
JUArHOCTHYECKUX TMOAXOJ0B B KIMHUYECKYIO

NpakTUKy. Bcem  mamueHTam  MPOBOAMIOCH
KOMILIEKCHOE KIIMHUKO-HEBPOJIOTHYECKOE
o0creoBaHme c OLICHKOM Xapaxrepa

JIBUTATEJIbHBIX U CEHCOPHBIX HAPYILIEHUH, TEMIIOB
pOrpeccupoBaHus 3a00JIeBaHUSI M BOBIICUCHUS
JIpYruX OpraHoB W cucTeM. B nuarHoctuueckuit
ITOPUTM BKJIIOYAJIHCh: AJIEKTPOHEHPOMHOTpadst
migs  guddepeHIManud  HEHPOreHHOTO U
MUOT€HHOTO THUIIOB TOPAXEHHUS, MarHUTHO-
pe3oHaHCcHass ToMorpadusi MBI ¥ HEPBHOU
CUCTEMBI npu HaJUIUHI MOKa3aHuH,
nabopaTopHbIE METO[bI, BKIIIOYas OMNpEeeIeHUe
OMOXMMHYECKUX MapKepoB MBIIIEYHOTO
MTOBPEXKICHHUS.

MounekynsipHO-TeHeTHUeCcKasl JUarHoCTHKa
MIPOBOJIUJIACH C HCIOJIb30BAHUEM COBPEMEHHBIX
MetonioB anaim3a [JHK, Bkitouas nmosuMepasHyro
LEMHYI0 PEaKlHI0, MYJIbTUIIEKCHYIO JIMTa3HYIO
MPOOHYI0 aMIUTM(PUKAIUI0 W CEKBEHUPOBAHUE
HOBoro  mokoneHus. MccrnemoBanuss — ObLIH
HalpaBJieHbl HA BBIABJICHHE MATOTEHHBIX U
BEPOSITHO IMATOI€HHBIX BapUaHTOB B TIE€HaX,
aCCOLIMMPOBAHHBIX c HACJICICTBEHHBIMU
3a00/eBaHUsAMU  HEPBHOW  cucTeMbl. YacThb
MOJIEKYJISIPHO-T€HETHUECKUX UCCIIEJOBaHUI
BBIIIOJIHEHA B PAMKaX MEXIyHApOAHOI0 HAy4YHOI'O
COTPYJHHYECTBA HA OCHOBAaHMM MEMOpaHayma o
B3aHUMOJCHCTBUHI C 3apy0exKHOM
CIIELIMATM3UPOBAHHOMN T€HETHYECKON
naboparopueil, dYTo 00€CHe4yusio pacuIMpeHue
JUarHOCTHYECKUX BO3MOXKHOCTEN U
BepU(UKALIUIO MTOJIYYCHHBIX PE3YIbTATOB.

Opranu3alliOHHBIE  aCHEKThl  Pa3BUTHUS
HEWPOTr€HETUKU OLEHHUBAIUCh HAa OCHOBaHUU
aHanu3a CTPYKTYpbI OKa3aHMs
CHELUATU3UPOBAHHON MOMOILH, JOCTYITHOCTHU
MOJIEKYJISIPHO-TEHETUYECKOM ~ JIMarHOCTUKH, A
TaKkKe  B3aUMOJECHCTBUS  KIMHUYECKUX U
nabopaTOpHBIX MOJpa3aeicHui. Vcmonp30Baich
METO]Ibl CUCTEMHOT'O U CPaBHMUTEJIHHOIO aHAIU3a,
HallpaBJI€HHbIE  HAa  BBIABICHHE  KIIFOYEBBIX
OTPaHWYECHUN M IEPCHEKTUBHBIX HaIpaBICHUN
pa3BUTUSA HEHPOTCHETUYECKOU CITYKOBI.

Cratuctuueckass ~ o0paboTKa  JaHHBIX
MIPOBOJIUJIACH C HCIOJIB30BAHUEM CTAHJIAPTHBIX
METO/I0B onucaTenbHON CTaTUCTHUKH.
KonuuecTBeHHbIE TOKa3aTenu IPEACTABICHBI B
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BUJe AaOCOJIFOTHBIX 3HAYEHUH W TPOIICHTOB.
AHalli3 HOCUJI IPEUMYILIECTBEHHO ONUCATEIbHBIN

XapakTep, qTo COOTBECTCTBOBAJIO OCJIsaM
HCCIICIOBaHUA.
HccnenoBanme BBITIOJTHCHO C

coOMroicHueM NPUHIUIOB OHOITHKU. OT Beex
MAIMCHTOB WJIM WX 3aKOHHBIX TPEICTaBUTEINCH
MOJIyueHO  MH(POPMUPOBAHHOE  COIJIacMe Ha
ydacTieé B HUCCIICIOBAaHUM HW  00pabOTKy
MEePCOHANBHBIX JaHHBIX. KoH(uIeHInanbHOCTh
nHpopmMaluyu obecrieynBalach Ha BCEX ATamax
paboTHI.

PesyabTaTsl

B xone uccienoBanus mpoaHaan3upOBaHbI
nanupie 200 TAUMEHTOB C HACIEICTBEHHBIMU
3a005IeBaHUSAMU HEPBHOH CUCTEMBHI,
o0CJIeTIOBaHHBIX B paMKax JUCCEPTAI[HOHHOTO
UCCIIeTIOBaHUS. Knunuueckuit MaTepuan
OXBAaThIBAI PA3JIUYHBIC HO30JOTHYCCKUE (HOPMBI
HACJIEICTBEHHOW HEBPOJOTUYECKOW IAaTOJIOTHH,
XapaKTepPU3YIOIIHeCs BapuaOCIbHBIM BO3PACTOM
MaHu(pecTaly, KIMHUYECKUM MOJIUMOPPUIMOM
Y pa3IMYHBIMU TUTIAMH HACJICIOBAHUSI.

Y  3HaYUTENBbHOM YacTH  MAalMEHTOB
OTMEYAJINCh JIMATHOCTUYCCKUE TPYJHOCTH Ha
paHHUX »JTanmax HaOMIoACHUsA, OOYCIOBICHHBIC
HECHEIM(PUIHOCTHIO KIMHIUYECKUX MPOSIBICHUNA U
(EHOTUIIUYECKUM  TEPEKPHITHEM  Pa3IUYHBIX
dopm  3aboneBanmwii. B psge  ciydaes
OKOHYATelIbHas HO30JIOTHYecKas Bepuduxanms
ObUTa BO3MOXKHA TOJBKO TOCIEC TMPUMEHEHUS
KOMIUIEKCHOTO KIIMHUKO-T€HETHYECKOT0 MOIX0/1a.

AHanu3  pe3ynbTaToB  IOKa3zaj, 4TO
MIPUMEHEHUE MHTErPaTUBHOMN KJIMHUKO-
TFeHETUYECKOM CTpaTeruu, BKJIIOYAIOLIEH
KIIMHUYECKYI0  OLEHKY,  HHCTPYMEHTAJIbHbIC
METO/IbI u MOJIEKYJISIPHO-T€HETHUECKYIO
JUArHOCTHUKY, MIO3BOJIUIIO CYILLIECTBEHHO
MOBBICUTh TOYHOCTb YCTAQHOBJICHHUS JMarHo3a.
Hcnons3zoBanue MOJIEKYJISIPHO-T€HETHYECKUX
METOJI0B CI0COOCTBOBAJIO YTOYHEHUIO
HO30JIOTHYECKOI bopMbI 3a0o0neBaHus,

OIIPCACIICHUIO TUIIA HACJIICAOBAHUA W BBISABJIICHUIO
CEMEIHBIX CJIydyacB, paHeC HC pacCIlO3HAHHBIX Ha
OCHOBAaHHMH KIIMHHUYCCKHUX JaHHBIX.

Y  nanuMeHToB € IOJO3pEHHMEM  Ha
HacJeICTBEHHBIN XapaxkTep 3aboseBaHus
MOJIEKYJISIPHO-T€HETHYECKast Bepudukanus

IMO3BOJIMJIA IIOATBCPAUTL JHAIHO3 B KIMHHUYCCKHU
HCOAHO3HAYHBIX ClIydadX HW COKpPAaTUTb CPOKHU
AUAarHoCTHYCCKOI'O ITIOMCKaA.
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IIpumeHeHue COBPEMEHHBIX
MOJIEKYJISIPHO-TEHETUUECKUX METOO0B, BKJIIOYas
aHaJIM3 LEJIEBbIX TEHOB U CEKBEHUPOBAHUE HOBOIO
IOKOJICHHS, TIO3BOJIMJIO BEIABHTEH ITaTOI'CHHBEIE M
BEPOATHO MATOTCHHBbIE T'€HETUYECKUE BapHaHTHI,
acCOIMMPOBAHHBIE c HAacJIeICTBEHHBIMH
3a00JIeBaHUSIMU HEPBHOM CUCTEMBI. [ 'eHeTrueckas
BepudHKanus JMarHo3a obecneunia
BO3MOXXHOCTh  JU(PGEpPeHIHANNN  KIMHUICCKU
CXOIHBIX HO30JIOTHYECKHX (OPM U YTOYHEHHS
MEXaHU3MOB HaclieqoBaHusA. YacTh T€HETUUECKUX
BapMaHTOB Oblla BBISIBJICHA Yy TMAlMEHTOB 0e€3
gE€TKO OTATOMIEHHOTO CEMEHHOro aHamMHeE3a, 4TO
YKa3bIBaeT Ha 3HAUYCHHE MOJIEKYJISIPHO-
TCHETHYCCKHUX HCCIICIOBaHMI JIaxe npu
OTCYTCTBHHM SIBHBIX HACJIEACTBEHHBIX MPU3HAKOB B
CEMBbE.

AHani3  OpPraHU3alUOHHBIX  YCIIOBUM
MOKa3aJl, 4YTO  JIOCTYIIHOCTb  MOJIEKYJISIPHO-
IeHETUYECKOM JWAarHOCTMKH B 3HAUYUTEIHLHOMH
CTCIICHU 3aBHUCHUT OT HaJIAYHS
CIeIMaIu3UPOBAaHHON jabopaTopHON 0a3bl U
MEKIUCIUTIIIMHAPHOTO B3aHMOJICHCTBUSL.
Hcnonbs3oBaHnre  MEXAYHApOJAHOTO  HAYYHOI'O
COTPYJHHMYECTBA B  paMKax  MEMOpaHIyMa
MO3BOJIWJIO  PACIIMPUTh  CHEKTP  JAOCTYIHBIX
TCHETHYCCKMX  HCCICAOBAHMH M  HOBBICUTH
ypOBEHb JAMAarHocTuyeckoil Bepudukamuu. B 1o
xKe BpeMs BBISIBJICHBI OpraHU3alMOHHBIE
OTpaHUYCHUs, CBSI3aHHBIE C  OrPaAaHUYCHHOM
JIOCTYITHOCTBIO MOJIEKYJIIPHO-T€HETUYECKUX
HCCIEA0BAaHUM, OTCYTCTBHEM €IMHOM CHUCTEMBbI
MAapLIPyTU3allMd TAlUEHTOB W HEJOCTATOYHOMN
WHTETpalMel KJIMHUYECKUX W TEHETHYECKHUX
JTaHHBIX.

[lonyyeHHble naHHBIE CBUAETENBCTBYIOT O
TOM, YTO  pa3BUTHE HEUpPOrE€HETHUKN B
KJIMHUYECKOW TMPaKTUKE IO3BOJISIET ITOBBICUTH
3 (HEeKTHBHOCTh JTHMATHOCTUKH HACJICJCTBEHHBIX
3a00J1€BaHU HEPBHOM CHUCTEMBbI M  CO3JaET
MPEANOCHUIKK  JUIST (POPMHUPOBAHUST CHCTEMHOTO
nmoaxona K BEICHHIO ManMeHToB. KinmHUKO-
TCHETHYECKasi CTparerusi oOecreuuBaeT Oolee
TOYHYIO  HO30JIOTHYECKYI0 BepU(DUKAIUIO U
paciupser BO3MO>KHOCTH MIJIAHUPOBAHUS
JaIbHEUIIIETO HAOIOICHUSI U KOHCYIbTHPOBAHUS
MMAIIMSHTOB U UX CeMeEl.

Obcyxaenne

[Tonmy4yeHHBIC pe3ysIbTAaThl MOATBEPIKAAIOT,
9TO HACJICJCTBEHHBIC 3a00JICBaHHUS HEPBHOU
CHCTEMBI XapaKTEPU3YIOTCSI BBIPQKCHHOM
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KJIIMHUKO-TEHETUYECKOM  T€TEPOreHHOCTBIO U
3HAYUTEIILHON BapHadeIbHOCTHIO
(EeHOTUMTHYECKUX TPOSIBIICHUH, YTO CYIIECTBEHHO
3aTpyJHAET UX CBOEBPEMEHHYIO JUAarHOCTUKY IpU
HCIIOJIb30BAHUH HCKJIFOYUTENIBHO KIMHUYECKUX U
MHCTPYMEHTAIbHBIX MeToA0B. B ycnoBusax PT

JAHHBIE 0COOEHHOCTH YCYTyOIISIOTCS
neMorpapuuecKumMu u HOIMYJISIIUOHHBIMU
¢dakTopamu,  BKJIIOYas ~ BBICOKYID  YaCTOTYy

POJICTBEHHBIX OpakoB M HaJW4He reorpaduyecKu
M30JIMPOBAHHBIX TPy HACEJICHHUS.

[IpoBenéHHbIii  aHanu3 MoOKaszald, 4TO
BHEAPECHUE WHTETPATUBHOTO KIIMHUKO-
FeHETHYECKOro I10AX0Ja II03BOJISIET IHOBBICHUTH
TOYHOCTH HO30J0THYECKOM BepuduKanuu
HaCJICJACTBEHHBIX 3a00JI€BaHU HEPBHOW CHCTEMBI
U COKpPaTUTh CPOKH JUArHOCTUYECKOTO IOMCKA.

Hcnonb3oBaHue MOJICKYJISIPDHO-TCHCTUYCCKUX
MCTOOOB, BKJIIOHasA CCKBCHUPOBAHHWEC HOBOI'O
IIOKOJICHUA, HMECT pPCIIAOIICC 3HAUYCHHUEC B

KJIIMHUYECKH HEOJHO3HAUHBIX CIIydasX, a TaKkKe
IPU OTCYTCTBUM BBIPAKEHHOW HAaceICTBEHHON
OTATOLIEHHOCTH, YTO COIJIACYeTCs C JAaHHBIMU
COBPEMEHHBIX 3apyO0eKHbIX UCCIICTOBaHUM.
Ocoboro BHUMAaHUs 3aciy’KUBaeT
BBISIBIICHHAsT POJb MOJIEKYJISPHO-TEHETUYECKON
JUarHOCTUKM B YTOYHEHMM THUIIA HACJIEOBaHUS

3a001eBaHusl. HOJ'IyLIeHHLIe PE3YIbTAaThI
CBUACTCIILCTBYIOT O TOM, 4YTO KIMHHYCCKAd
KapTUuHa n JaHHBIC HHCTPYMCHTAJIbHBIX

WCCJIEIOBAHUIN HE BCET/Aa MO3BOJIAIOT JOCTOBEPHO
ONpEeACINT, MEXaHW3M HacJeAOBaHUs, TOrAa Kak
TeHEeTHYEeCKasi Bepu(UKAIMs CO3MaéT OCHOBY IS
MEJIUKO-T€HETUYECKOTO  KOHCYJbTUPOBAaHUA U
po(UIAKTUKHA TTOBTOPHBIX CIydacB 3a00JICBaHUS
B CEMBE.
AHanu3  OpraHM3alMOHHBIX  ACIIEKTOB
roxasail, 4TOo pa3BUTHE HEUPOreHETUKHU
HEBO3MOKHO 0e3 COOTBETCTBYIOLIEH
UHGPACTPYKTYPHOM U  KaJAPOBOW MOJICPIKKU.
OrpanuueHHas JIOCTYITHOCTb
CIIeLIMATTM3UPOBAHHBIX nabopaTopuid n
OTCYTCTBHUE €IWHOW CHUCTEMBbI MapUIpyTHU3aLUN
IMAIIMCHTOB OCTaIOTCs CYILIECTBEHHBIMU
(dhakTopamu, CIAEP>KUBAIOITAMU BHEJIPEHUE
COBPEMEHHBIX JTMArHOCTHYECKUX TEXHOJOTHil. B
TO K€ BpeMs OMNBIT MEXIYHApPOJIHOI'O HAyYHOI'O
COTPYJHHYECTBA, PEAJIM30BAaHHBIA B pamKax
MEMOpaHAyMa, MPOAEMOHCTPUPOBAT BBICOKYIO
3¢ (HEeKTHBHOCTh, HMHTETPAMHA KIWHUYCCKHX U
FeHETHYSCKHX JTAaHHBIX Hu BO3MOKHOCTh
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pacUIMpEeHMs] THATHOCTUYECKOTO CIEKTpa JAKE B
YCIIOBUSIX OTPaHUYEHHBIX PECYPCOB.

ConocraBieHue NOJYyYEHHBIX PE3YJIbTAaTOB
C JIaHHBIMU JIUTEPATYPHI MO3BOJSET YTBEPKIATh,
910  (opMHpOBaHHE  YCTOMYMBOH  CHCTEMBI
HEWPOTreHETUYECKON MIOMOIIIX TpeOyer
KOMILUIEKCHOT'O IIOJIX0/1a, BKJIIOYAIOIEr0 pa3BUTHE
nabopatopHoil 0a3pl, CO3JaHHE HAIMOHAIBHBIX
pErucTpoB HACJIEICTBEHHBIX 3aboJeBaHnN
HEpPBHOU CUCTEMBI, CTaHJapTU3ALHUIO
JUAarHOCTHYECKUX QJITOPUTMOB M  IOArOTOBKY
MpoUIBHBIX CHEHATUCTOB. Peanu3anus TaHHbBIX
HANpaBICHUH TO3BOJIMT OO0ECHEYNUTh PAHHIOK
JUArHOCTHUKY, MOBBICUTh KaY€CTBO MEAUIIMHCKOU
IIOMOIIM W CHU3HWTh YPOBEHb WHBAIUAU3ALNN
MalUEeHTOB.

Taxum o0pa3oMm, KIMHUKO-TE€HETUYECKUE U
OpraHU3allMOHHbIE  MEPCHEKTUBBl  Pa3BUTHUSA
Heiiporenetnkn B PecmyOmmke TamkukucTan
CBSI3aHBI C TMEpPeXoioM OT (pparMeHTapHBIX
JUArHOCTHYECKHUX PEIIECHUN K CHCTEMHOW MOJEIN
CHEUUATU3UPOBAHHON U TEPCOHAIU3UPOBAHHON
HEBPOJIOTMYECKON TOMOIIH.

BriBOABI

1. HacnencrBennsie 3a0oyieBaHUS HEPBHOM

cucremol B PT  xapakrepusyrorcs
BBIPA)KECHHOU KJIMHUKO-T€HETUYECKON
reTepOreHHOCThI0 U (DEHOTUIIUYECKOM

BapuaOeIbHOCThIO, 4YTO OOYCIIOBIMBAET
CJIO’)KHOCTH ux CBOEBPEMEHHOM
HO30JIOTHYeCKOW  Bepuukauum  1pu
UCIOJIb30BaHUU M30JIMPOBAHHBIX
KIIMHUKO-MHCTPYMEHTAIBHBIX ~ METO/IOB
JMArHOCTHKH.

2. TlpumeHeHWEe WHTETPATUBHOTO KIMHUKO-
IEHETUYECKOro I0AX0/Ja, BKIIOYAIOIIEro
COBpPEMEHHBIC MOJIEKYJISIPHO-
IeHETHUYECKUe METO/IbI, HO3BOJISIET
MOBBICHTD TOYHOCTh JMarHOCTHKH,
YTOUHUTH TUI HACJIEJOBAHUS U COKPATUTh
CPOKM  JTMarHOCTUYECKOTO  TIOMCKa Y
MAIMEHTOB c HacJIe/ICTBEHHON
HEBPOJIOTMYECKON MATOJOTUEN.

3. MonekynspHO-TeHeTHYeCKas
Bepu(UKalus JUAarHo3a UMeEeT KIII0YEBOE
3HaYeHWE JUISI  MEAMKO-TEHETHYECKOTO
KOHCYJIbTUPOBAHMs, OLIEHKM IPOrHO3a
3a00JIeBaHus " TUTAHUPOBAHHUSI
JambHEHIIero BeACHUs MalUeHTOB U MX
ceMel.
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HEUPOr€HETUKH B PT
OrpaHUYMBACTCS psgoM
OpPTaHU3aIlMOHHBIX  (PAKTOPOB, BKIIOYAS
HEIOCTaTOYHYIO JOCTYITHOCTh
CTIEMATM3UPOBAHHBIX 71a00paTOPHBIX
UCCIICTIOBaHHIA u OTCYTCTBHE
CTaHJApTU3UPOBAHHON CHCTEMBI
MapUIpyTHU3aIlUH TAUEHTOB.
OnsiT MEXIYHAPOJAHOTO Hay4HOI'O
COTPY/ZIHUYECTBA B paMKax MEMOpPaHIyMma
JTEMOHCTPUPYET 3¢ (HEeKTUBHOCTH
UHTETpaIluu KITMHHYECKUX u
TCHETHYECKUX JAaHHBIX H  OTKPBIBAET
JOTIOJTHUTEIbHBIE ~ BO3MOXXHOCTH  JUIS
pacuIpeHust JMAarHOCTHYECKOTO
MOTEHIMaJla HEUPOTCHETUKU B YCIOBHSIX
OTpaHUYEHHBIX PECYPCOB.
dopMUpOBaHUE  YCTOHYMBOH  CHCTEMBI
HEUPOTEHETUYECKOW TOMOIIM  TpedyeT
KOMILUICKCHBIX MEp, HAalpaBJICHHBIX Ha
pas3BuTHE J1a00paTOpPHOI HHYPACTPYKTYPHI,
MOJrOTOBKY ~ NMPOMWIBHBIX  KaapoB U
CO3JIaHME  HAI[MOHAIBHBIX  PETHUCTPOB
HACJIC/ICTBEHHBIX 3a00JICBaHUN HEPBHOU
CUCTEMBI, 4YTO OyJIeT CIOCOOCTBOBATH
BHE/IPCHHIO MIPUHITUTIOB
MEPCOHATM3UPOBAHHON  MEAMLUHBI B
HEBPOJIOTHH.
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