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Abstract: The article is devoted to the creation of a comprehensive diagnosis of

Huntington's chorea disease on domestic components.
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BBeaenue

3abosieBaHue xopesi ['eHTUHITOHA BO3HUKAET B pe3y/bTaTe MyTalluy T'eHa
HTT. I'en HaxoguTCst HAa 4 XPOMOCOMeE UejIoBeKa U KOJUPYeT OeI0K FreHTHHT THH.
3aboJsieBaHue MOSB/ISIETCS W3-3a YBeJIMUEHHs KOJTMUeCTBA TPUHYK/IEOTHIHBIX
noBTopoB CAG. OHM OTBeuaroT 3a IJIyTaMHH, KOTOPBIM BXOUT B COCTaB Oesika
reHTUHI' TUHA. L]erouka aMUHOKHUCIOT YAJIMHSIEeTCSl M HapylllaeT CTPYKTYpYy Oesika,
YTO BeJIET K JlereHepallii HeMpOoHa, YTO B KOHEUHOM WUTOTe CTAHOBUTCS] IPUUUHOU
Hapyl1eHust paboTel Mo3ra. B reHe 3mopoBoro uesioBeka KoyinuectBo CAG-
MOBTOPOB He TIpeBbilIaeT 36, B TO BpeMsi Kak IIpU Xopee 3Ta Ijidpa MoKeT
nocturatb 100. OCHOBHOM BH3ya/ibHbBIN MPU3HAK XOPEU — BHE3arHbIe

HEIIpOW3BOJIbHbIE [ABH)KEHHS.

AKTya/IbHOCTh NIPOEKTa:

[To cratuctuke, B Poccum Ha 100000 uenoBek npuxoautcs 10 HocuTeneu
3aboseBanus. ITo maHHBIM PoccraTa, HaceneHue BiaauMupckoit ob6acTé Ha KOHeI]
2022 roma cocraBnsier 1323659 uenoBek. CiefioBaTe/NbHO, TPUOMM3UTENBHO 132
JKUTeJIE 00/1acTH MOTYT OBITh 3a00/1eBIIMU. HO He Bce U3 HUX MOTYT 3HaTh, UTO TaKOe
xopesi ['eHTUHTTOHA, ¥ UTO Y HUX 3TO 3aboeBaHue. BakHee Bcero 3To 3HaTh JIFO/ISIM
B Bo3pacte oT 30 g0 55 /1eT, Tak Kak CUMIITOMBI 3TOW O0/e3HU TIPOSIB/SIFOTCS vallie

BCero MMeHHO B 5TOM BO3pdCTe.
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ConmanbHbBIN 0NPOC:

Mkl IMpoBeJIN CO]_[I/IaJ'IbHBII‘/JI OrpocC cpear HacCejIeHUs pd3/IMYHBIX BO3pPdCTOB,

yTOOBl y3HaTh, CKOJBKO UeJIOBEK 3HAIOT O CYyI[eCTBOBaHUU 0oyie3HU Xopes



['enTuHrTOHA. BB 33aH Bompoc; “Crbliiany M Bl KOTIa-HUOYab 0 60sie3HU Xopest
['enTrHrTOHA?” OMNpoC MoKasa, uto 749 uveyioBeK U3 OMpPOIIEHHbIX 782 HUKOrJa He
CJIBILLIAM O TaKOM 3abosieBaHuU. Pe3ybTaThl ompoca B MPOLeHTax Mpe/cTaBIeHbl Ha
cnaiige. Takum o0Opa3oM, COILMa/bHBIN OIMPOC MOATBEpPKAAeT aKTyalbHOCTh - bosee

90% OIMpOIIE€HHBIX HUKOT' Id HEe C/IbIIIAIA O 3a00/1eBaHUH xoped ['eHTHUHITOHA.

[0)
Cnblwanu nn Bbl Korga-H1byab o 4,22% (33 uenosexa)
60/1e3HK xopes eHTUHIToHa? ciplmand 0 6ome3sHd  xopes

I'eHTHUHITOHA.

95,78% (749 yenoBek) He
cnplmami 0 OonesHu  xopest

['eHTUHI'TOHA.

= Cribiwanv = He ciblwanmn

Henb padoThI:

3a MakCMMaJibHO KOPOTKOe BpeMsl CO3/laTh KOMIUIEKCHYIO JUarHOCTHKY [JIs
BLISIBJIEHUS] HaMuusl xopeu ['eHTMHITOHA y JItOJiel, ¥ KOTOPbIX HeT BO3MO>KHOCTU
WCIO/Ib30BaTh  JIpyrde MeTOAbl JUarHOCTHKHA, HAa OCHOBE OTeUeCTBEHHBIX

KOMITOHEHTOB B CBSI3U C OTCYTCTBHMEM UMIIOPTHBIX.
enb TeKylero 3Tamna: pacCUnuTaTh AUarHOCTUYeCKUe npavimepsl st TTLHP.

3agaun:

e  V3yuuts uTepatypy 1o 6ose3HU xopes ['eHTHHTTOHA

e  l3yuuTh WHGPOPMAIMIO 10 TEeHETHUYECKOMY IPOUCXOXKAeHUI0 6o0sie3HH
xopes ['eHTUHI' TOHa;

e  13yunTbh METO/bI JUATHOCTUKH 3a00/IeBaHUS

e [IpoaHamu3vMpoBaTh MpeuMMylLlecTBA M HeJOCTaTKU CYLeCTBYHOLMX
JIAarHOCTUK

e  [IpoBecTH colLMaibHbIN OMPOC Cpe/id HaceIeHUs



e Hayuutbcsi  MOMb30BaThbCd  MH(GOPMALMOHHBIMA  pecypcamMu U
rporpaMMamu Ai/isi lofibopa U pacuéTta npaliMepoB

e  l3yuuTh TEOPHIO 110 TTOA00PY U PaCUéTy MparMepoB

*  Hayuurtbcs npoBoauTts [1LP-TecTpoBanue

e  IIposectu IIIIP-TecTpoBaHue

OO0BeKT JUArHOCTHKMU:

OOBEeKTOM HaIllero uccjeZioBaHus siBisieTcss MmyTarus (yBemnuenue urcia CAG-

noBTOpoB) B reHe HTT.
IlpeamMeT AMarHOCTHKM:

[IpegMeTom Hamero ucciefoBaHus sBsieTcsd npoBeaeHue I[IL[P-tectra pjs
orpezie/ieHUs] HATMUKst 60/1e3HM Xopesi [ eHTUHITOHA C TTOMOII[bIO U3YUeHUsT My Talui

B rede HTT.
IIpo6/iema nmpoekTa:

He cymectByer [AoCTynHOW [/ OOJIBIIIMHCTBA /IO KOMIIJIEKCHOM
JUATHOCTUKH [/l BhIsAB/IeHUs] Hamduusi 6osie3Hn xopesi I'eHTHMHrTOHA. Takke TpH
TIPOsIBJIEHUM CHMITTOMOB 3Ty 00Jie3Hb MOKHO CIyTaTh C APYTMMH 3ab0sieBaHUSIMH,
TaKUMH Kak 1IM30(peHusi, STUJIeTICUsl, UHCYJ/IbT, JeNpeccusi, CHHPOM C U3MeHeHueM
MBIIIEYHOT0 TOHYCA.

[ToaTOMY /TFOAU HE MOTYT y3HaTh O HaJIMUWU Y cebsi 3ToM 00Jie3HU.
IIpaKkTHYecKas 3HAYHUMOCTh PadoThI:

Hamra pabota momoskeT B OyaAyIiieM IMPOBOAUTH JOCTYITHYHO KOMILIEKCHYIO
[IMarHOCTUKY [1J1s1 BbIsIB/IEHUsI HA/IMUUsl Xoper ['eHTUHITOHA y /II0Ziel, Y KOTOPbIX HET
BO3MOXXHOCTH MCII0/Ib30BaTh JIpyTye MeTO/ibl IMarHOCTUK, HA OCHOBE OTeUeCTBEHHBIX

KOMITIOHEHTOB B CBA3H C OTCYTCTBUEM MMIIODTHBIX.

CreMKxo/iiepbl IPOEKTa:



Hai IMPOEKT MOXXeT 3dMHTepeCOBaTh reHeTHUYeCKHNe KIIMHHUKH, JHO,Z[EI\/’L KOTOphbIE
CTpajaroT 3TUM 3a00/1€BaHUEM HX POACTBEHHHKOB, U J'[I-O,E[Efl, KOTOpbI€ ITPEeAI1o/iararoT,

yTO 00/ILHBI 3TUM 3a00/1€BAHUEM.

O030p /iuTEpaTypPHI 1O TEME

Xopesgd I'eHTMHITOHAa - 3TO  pefKoe  XPOHHUYECKOe,  HEYK/IOHHO
rporpeccupyloiijee  TeHeTHUYecKoe  3abosieBaHWe, Tiepejaroiliee  ayTOCOMHO-
JOMUHAHTHBIM TUIIOM HacC/e[CTBEHHOCTU. bBoJie3Hb NpOosIB/IsIeTCS HapyLLEHUeM peyu,
MaMsITU U IPUCYTCTBHEM HaBSI3UMBBIX BbIUYPHBIX ABWKEHUM, MEIIAOI[MX BBITIO/IHITh
TOBCeHEeBHYIO  gedATeqbHOCTL. (CO  BpeMeHeM  TMaljieHT TepsieT  HaBbIKU
camMo00C/Ty>KMBaHUs U HY>KJ]aeTCsl B OTleKe, TO eCTb MHBaIUAU3UpyeTcs. 3aboneBaHue
xopes ['eHTMHITOHA MPOUCXOAUT W3-3a MyTallMM B UETBEPTOM XPOMOCOMeE, B TeHe
HTT, koTopblii KogupyeTt 06e/I0K TeHTUHI'THH. bojie3Hb Topa)kaeT HEPBHYIO CHUCTEMY,
TIpeJk/ie BCero — CTpPUaTyM, 00JIaCcTh TOJIOBHOTO MO3ra, KOTOPYIO TakK)Ke Ha3bIBalOT
[10JI0CAaTbIM TeJIOM. OTO TPUBOAUT K PA3BUTUKD XOPEUUeCKOIro TUMepKuHe3a —
CUHJpOMa, TIIpA KOTOPOM Y 4ejiOBeKa pa3BUBAIOTCA HEKOHTPOJ/IMpYyeMble
Oecriopsi/jouHbIe OTPBIBUCThIE BIKEHUS PA3TUYHON aMIUTUTYbl U UHT€HCHUBHOCTH.
BHelliHe 0HM HalIOMUHAIOT TaHeL| — OTCHOJla U Ha3BaHHe «XOopesi», YTO B IlepeBojie C
rpeyeckoro o3HavaeT «IUIICKa». B Hapo/e 3TO COCTOsIHMe TakKe IO/Iy4YU/I0 Ha3BaHue
«IUISICKA CBATOr'0 BurtTa».
CesToii BUTT ObUT XpHUCTHAHWHOM W MYUY€HHUKOM, KOTOPOTO PHUMJISIHE IIbITa/IMCh
CKOPMUTb JibBaM. JKHMBOTHbIE, 110 HEM3BeCTHbIM MCTOPUU NpUYMHaM, BUTrta eCcTth He
CTasu, MO03TOMY ero CBapu/M B Kurisiem Macse. [1o cTpaHHOM JIOTUKe CYMTANoCh, YTO
TaHLIbl Mepes cratyeld Cesitoro ButTa B JjeHb ero WMeHWH B HIOHE TI0JIe3Hbl [/
3n0poBbst. O xapakTepe TaHL|eB MOXKHO CYJIUTh 10 TOMY, YTO BIOCJIeJCTBUU «TLISICKOMN
CaATOrO Burrta» Ha3BaJlx TPOSIBJIEHUS XOpeHu.
[TocTerieHHO K [ABWraTeIbHbIM pPACCTPOMCTBAM MPUCOENUHSIIOTCS HapPYLLIEHUSs
KOTHUTUBHBIX (YHKLWW, pacCTPOWMCTBA TICUXUKHW, T[aTOJOTMYeCKWe W3MeHeHUs
MeTabosmM3Ma — B cpefiHeM 00/e3Hb JJIUTCSI C MOMEHTa T[OsIBJIEHUs TIepPBbIX

CUMIITOMOB OKO0J10 15-20 /1eT ¥ MPUBOAUT K CMEPTH Tal[heHTa.



Matepuasnsl Jjisi IPOBeieHUs AUATHOCTHKU:

[y TIpOBe/ieHUs] AMAarHOCTUKM HaM TIOHAZIOOWTCSI peaklMOHHass cMech. OHa
COCTOMT M3 HECKOJIbKUX KOMITOHEHTOB, a UMeHHO, aHanm3upyemasi [THK, ripaiimepsl,
Hykneotuabl, JTHK-niommumepa3sa, 6ydep. Takke u3 000pyjoBaHUsS HaM TTOHAA00STCS
JUOHW3UPOBaHHas BO/IA, aMILTU(MUKATOP, MUP-MPOOHUPKY, ITUTIETKH, KOIObI, CTaKaHBbI,

obopymoBaHue /7151 3/eKTpodopesa.
MeToAbI JUATHOCTUKU:
1. TP

[TOP - meTon MOMEKY/ISIPHOM [OUArHOCTUKH, TTO3BOJIIOLIUN OMpPee/UTh
Hanmuve B030yauTess 3abosieBaHMs, Jake eCaM B IIpo0Oe MPHUCYTCTBYET BCEro
Heckoibko Mosiekyn [JJHK Bo3OyauTesns.

2. AHanu3 poJ0C/IOBHOM YesiOBeKa

Ecmu Obutd 3amMedeHbl Ciaydyau 3a00/ieBaHUs B TPEABIAYIIUMX TIOKOTEHUSIX —

ye/I0BeK MOKeT ObITh D0JIeH.
3. JlyueBas AuarHOCTUKa

JlyueBast AMarHOCTUKA TIO3BOJISIET BBISB/ISTh Pa3/IMUHbIe 3a00/1eBaHKS HA CaMbIX
PaHHUX CTaJUsX Pa3BUTHs 0e3 XUPYPruyeckoro BMellaTenbCTBa. MeTo/bl JyueBoi
[MarHOCTHUKM TOCTPOEHBI Ha MPUHLUITE YeTKOW BU3yalu3alid BHYTPEHHUX OPraHoB,
YTO M03BOJISIET AOKTOpPaM MOoAPOOHO M3YUUTh CTPYKTYPY OPTaHOB U BLISIBUTH BEPHYIO

NpUurHy 00Jie3HU Tal[MeHTa.
4. OnektposHiiedanorpadus

OnektposHuedanorpadus (I3[) — 3TO MeTOJ HCC/IeOBaHUSI COCTOSTHUS
roJIOBHOTO Mo3ra. TakoW MeToJ TMO3BOJISIeT BBISICHUTh, HAaCKOJBbKO COTJIaCOBAHHO

paboTaeT 1jeHTpaibHasi HepBHasi CUCTeMa. JjeKTposHIedanorpadus TMoKasbIBaeT



MeJibuaiiiive u3MeHeHUs B GYHKIIMOHHPOBAHUM KOPbI MO3Ta MaljleHTa U T/1yOUHHBIX

MO3I'OBBIX CTPYKTYP.

5. [TosutpoHHO-3MuccuoHHasi ToMmorpadus (II9T), coBMmelljeHHas C

KoMmnbroTepHoU ToMorpaduen (IT3T/KT)

[IDT/KT — sT0 mepenoBas U 3(deKTHBHasi AuarHOCTUYeCcKas: TeXHOJIOTUS
MOJIeKY/IIDHOM ~ BU3ya/iu3al[ud,  OlleHMBawoljasi  MeTabosm3aM U [Ipyrue
natomMopdosiornyeckyre MpoLecchl Ha KjieTouHoM ypoBHe. [IpeumyiiectBom TTI9T/KT
repej, JpPyrMMM MeTOJaMU JIyueBOW [AUArHOCTUKW SIBJSeTCS TO, YTO TIOMHUMO
CTPYKTYPHBIX W3MeHeHHI OIleHWBAaeTCs U ypOBeHb MeTaboim3Ma B opraHusme. 3a
CUeT 3TOTO TPOUCXOAuT Oosiee TouHasi W Oosiee paHHSS OLleHKA MMeROILencs

I1aTOJIOTUH.
6. BusyanbHas AUarHoCcTuka

N3-3a HEeIIpOM3BOJ/IbHOI'O COKpdllleéHHUA CKe/JeTHbIX MW MHMHUYECKHMX MBOBIIIII]

3a0osieBaHMe Oy/ieT 3aMeTHO B OOBIYHOM XKU3HHU.
IIpeuMyiiecTBa ¥ HeIOCTAaTKH aHA/IOTOB MPOEKTa:
Ilmochbl:

BbiCOKOe KauecTBO IMarHOCTUKY;
[Tox6op 6osee TOUHOM TUATHOCTHKY /IJIs1 KaXKA0TO Ue/IOBEKa;
CHKeHHe PHCKa PacIpOCTPaHeHHUs XOpeHr ['eHTUHITOHa;

uarHocTrka MOXKeT 1oKa3aThb, Ha KaKoi cTaguu 60sie3Hb.
Mumnycnbl:

Joporocrosias AuarHoCTHKa;
HonroBpeMeHHast JUAarHOCTHKa;
Bricokast 3aTpaTHOCTb peCypCOB JJisl AUaTHOCTUKY;

[TepBbie pu3HaKK 60/1€3HU MOTYT TIPOSIBUTHLCS TOJIBKO B CpeiHUe ro/ia;



Bu3yanbHasi [UarHOCTHKA MOKeT yKa3aTh Ha Jpyrve 00Jie3HHU.

CnMCoK /IuTepaTypbl U HHTEPHET Pecypchbl:

1. AKTya/sbHOCTB:

KonuuvHckas C.B., AnToHoBa B.A., I'ycTtoB A.B. bone3Hns ['eHTUHITOHA.
XKypHan Hegponozuu u ncuxuampuu um. C.C. Kopcakoega. 2014;114(1):74-79.

https://www.dnk-center.ru/analizy-dnk/chorea-huntington-genetic-test

https://www.testdnk.com.ua/analizy-dnk/chorea-huntington-genetic-test

https://probolezny.ru/horeya-gentingtona/

https://rosstat.gov.ru/

2. ColmanbHbIM OMpOC:
MAQOY COLI Ne37
MAQOY COLI Ne36
MBQOY COLI Ne31
JIXTIT Nel

https://t.me/supezz

3. ITpo6siema:
https://cyberleninka.ru/article/n/bolezn-gentingtona
4. CyujecTBYyHOLLUE pelleHus:

https://students-library.com/files/26/865/tipy-nasledovanija-priznakov_1.png

https://i-fakt.ru/xoreya-ili-plyaska-svyatogo-vita/
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