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Tenepanvuviii oupexmop

ABTOHOMHAsl HeKOMMepueckasi opraHuzanmsi  MexIyHapOXHBIH
LEHTP NOMOLUM nauueHTaMm ¢ oppanHbiMu 3a001eBanusiMu «Penkue Jogw» -
3TO TOMOIIb JIFOJISIM, CTPaJArONIM PEAKHM TeHeTHUECKUM 3a00JeBaHeM 00JIe3Hb
I'entunrrona.

OcHoBHOW 3amauedt LleHTpa sBiseTcs — okazaHWe WH(POPMAIMOHHOMH,

TICHXOJIOTHYECKOH M CONMAILHOM MOAJIEP)KKH CEMBbsIM ¢ 00JIe3HbI0 | eHTHHITOHA, a
TaKKe OpUIMYECKas TIIOMOIIb B TIOJyYEHWH KadeCTBEHHOTO MEIUIMHCKOTO
00CITy’>)KMBaHHS U JIBTOTHBIX JIEKAPCTBEHHBIX MPENapaToB.
Hentp «Peaxue Jlronu» ¢ ycrnexoMm BbICTPAaUBACT KOHCTPYKTHUBHBIE OTHOILICHHUS C
MalMeHTaMt, BpayaMH, HPOU3BOIUTENSIMHU JIEKAPCTBEHHBIX CPEICTB, OOBEIUHSS
yCWIIMSl TIpelCTaBUTENeHd OOLIECTBEHHOCTH, OW3Heca U aJMHUHHCTPATHBHBIX
CTPYKTYp BO O5aro MAalMEHTOB, Ul YIyYIIEHHUsS KadecTBAa MX XKH3HH U BO MMs
JKU3HH!

Cnenuanucrsl Hamero LlenTpa roroBsl npuiiTn kK Bam Ha nomoms!
Konraxrer: 8-800-775-41-47, 8-495-151-81-69,8 -910-430-93-33
http://orphanpeople.ru/
https://vk.com/idrarepeople
Bbonesus 'entunrrona https://vk.com/club44060350



Hpenuciaosue

Ilepen Bamu yeTBEPTOE M3MaHNE HH(OPMAIIMOHHOI OpOLTIOPEI 0 OONIE3HU
I'entunrrona. bpomropa conepkut B cede akTyalbHY0 HH(DOPMAIHIO O OOJIC3HU
I'eHTHHITOHA, HaNMCAaHHYI0 TOHSATHBIM JUI1 HECHeIHaJaucTa S3BIKOM U
npeAHa3sHa4YeHa JUId MAlUCHTOB M WX POJCTBEHHHMKOB. ABTOpPBI OpOIIIOPEI
HAJICIOTCS, YTO OHA MOMOXKET IMOHATH CYTh 3a00JICBAaHUS U PACKPOET BO3MOXKHBIE
YT TOMOIIM CBOMM OJIM3KMM JIIOJSIM, CTPaJalolIMM JaHHOH IaTOJIOTHEH.
[pencraBnenHas 31ech MHGOPMAIHS, BO3MOXKHO, TOMOXET TaKKe CIJIAHUPOBAThH
CBOIO COOCTBEHHYIO NalbHEHINYIO >KHU3Hb, BEIb JOIOIHUTEIbHBIC 3HAHHUS BCETIa
SIBISTIOTCSL  XOpormIed 0Oa3oif mnms pemeHus MoObIX mpobimem. Mudopmamus o
Oose3Hu ['eHTHHTTOHA, IpEeCTaBICHHAS B OPOLIIOpE, YACTHYHO ITOBTOPSIET TY, YTO
ObuTa HaredaTaHa B MPEABIIYIINX BBITYCKaX, OAHAKO SBISIETCS IepepabOTaHHOH B
COOTBETCTBHUHM C COBPEMEHHBIMH 3HAHHSAMH M TIPEICTABICHHAMH 00 3TOM
3a00JIeBaHUM M TOAXOAAaX K €ro JE4YeHHIo. ABTOpHl OyAyT NpH3HATEIBHBI 3a
mo0ble  OT3BIBBI, Kacarompuecs: (aKTHYeCKOI'o COJCpKaHHs OpOLIIOpHl — MBI
00s13aTeNbHO YYTEM UX NPH MOJrOTOBKE CIIETYIOUIUX MOJOOHBIX N3AaHUM.

B moaroroBke sToi Opormopsl npuHsIM ydactue cotpyauuku ®I'BHY
«Hay4HbIil HEHTP HEBPOJIOTHUMY», AKTUBHO paboTarolue B 00JaCTH U3yYeHHUs 3TOTO
3abposeBanusi B Poccum M COTpYAHMYAIOIIME C BEAYIUMHU MHUPOBBIMH
crenuagucTaMn B 3ToM Bompoce: mpodeccop Mmmapmomknn C.H, Bemymmii
Hay4HbIi coTpyaHuK, K.M.H. KmomnukoB C.A., HayuyHBI COTPYAHHUK, K.M.H.
Cenusépcro 10.A.




BoJiesnb 'eHTUHITOHA: HCTOPUYECKHE (PAKTBI

IlepBble ymomMuHaHUS 0 HEOOBIYHOM 3a00JICBAHUH, HMEHYEMOM CETOMHS
Oone3npto [eHtmHrTOHa (mamee mo Teketry — BI) Bcrpewatorcs emé B
3anazHoeBponeiickux ucropuueckux aokymeHtax XVI-XVIII Be. Yame Bcero,
mrou oOparnani BHUMaHHAE Ha CaMoe SIPKOE BHEIIHEE MPOSIBICHUE 3a00I€BaHNA —
HENpOM3BOJIbHBIE  JBWKEHHMsST PYK, HOT, TYyJOBUIIA OOJIBHBIX, HEPEIKO
HalOMUHAIOMKE CcBoeoOpa3Helii TaHen. CHenuaIuCTHI-HEBPOJIOTH —Ha3bIBAIOT
NOAOOHBIN BU/ HACHILCTBEHHBIX (HE IMOJIAIOIIMXCSI TPOU3BOJIBHOMY KOHTPOJIIO)
JIBIDKEHUIT Xxopeedl (oT Tped. yxopelo — TaHem), OTKyAa U  IIOIUIO
pacnpocTtpanéHHoe Ha3BaHue bI' — xopes ['eHTuHrTOHA.

2 T W3 rnyGokoro cperHeBEKOBbS
O HAIIUX [JHEH Jouuio emé OIHO
Ha3BaHUE XOPEH — «IUISICKA CBSITOTO
Buta», n3BecTHO€ MHOTHM JIIOASM, HE
HUMCIOIIMM  OTHOUIEHUsI K HCTOPHH
MEIUIMHBI U HEBpoJIoTHH. MHTEepecHO
MPONUCXOX/AEHHE  JTOTO  Ha3BaHMUS.
CornacHo neresze, cBsaToit But (puc. 1)
6])1.]'[ CAUHCTBCHHBIM CBIHOM
CHULIMJIUHACKOTO ceHaropa  ['unaca.
Manbuuk HOpUHSIT XPUCTHAHCTBO IIOJ
BIIMSTHAEM CBOETO JyXOBHOTO
HactaBHHKa Mogecta. Oxono 303 T.
H.3. B Bo3pacte mpuMepHo 7—12 et (1o
JAaHHBIM ~ pa3HbIX HCTOYHHUKOB) OH
NPUHSI MYYEHHYECKYI0 CMEpTh IO
OOBHHEHHIO B KOJIOBCTBe. [IpmumHOMN
TOMYy CTall0 «4yJECHOE HCIEICHHE
cBITBIM BuToMm cbiHa PUMCKOTO OT
Pucynox 1. Hxona X1V 6. ¢ uzoopasxcenuem
ceamozo Buma paoomot Macmepa Teooopuxa.
umneparopa JluokineTnana oT CyJIopor, rmocje KoToporo Burt oTkaszancs MOIUThCS
PUMCKUM ooram. Ero apeCTOBAJIM U KUHYJIHX B KJIIETKY KO JIbBaM, KOTOPBIE, OTHAKO,
HE TPOHYJIM MalbyHKa. 3aTeM ero Opocmim B KoTen ¢ Kumsmei cmoioif. Ilo
PEIUTrHO3HOMY TIOBEPHIO, MEpej MBITKaMH CBATOW BHT Monmics o ToM, 4TOOBI
MOYMTAIOUINE J€Hb €ro CMepTH — 15 MIOHA — M30aBWINCH OT «CYHOPOXKHOM
6onesnm». Crycts 1200 net crmycTs ero UMs CTajlo acCOIMUPOBATHCS HE TOJIBKO C
«CYIOPO’KHOHM 00JIE3HBIO», HO C «IIISICKOI (I10 BCEH BEPOSITHOCTH, M3-3a TOTO, YTO
00a COCTOSIHUSI TIPOSIBIISIIOTCS M30BITOYHBIMH ABWXKEHUsMH). Ilo Hem3BecTHBIM




npuunHaMm ¢ XVI B. o Bcell 'epmaHuy pacnpoCcTpaHWIOCh IOBEPBE, YTO BCAKUIA,
KTO CIUIAIIET MEPes cTaTyeil cBATOro Buta B €ro AeHb, MOIYYUT 3apsij 310POBbS U
6oxpocTt Ha Bech TOA. THICSYIH JFONIEH TONMIINCH BOKPYT CTaTyH CBATOTO B STOT
JICHb W BO BpeMs IUIICKM HEPEIKO JOBOAWIN ceOS [0 COCTOSIHUS CHIIBHOTO
BO30YKIEHHUS M 3KCTa3a. B KOHIE KOHIIOB, XOPEKO CTaIM MMEHOBATh «IUISICKOHN
cBITOro BuTa», a co BpeMeHEM K IMOMOIIM 3TOTO CBATOTO CTalH IBITATHCS
npuOeraTh ¢ LENbI0 U3JIEUYUTHCS OT XOPEH.

B »snoxy cpeaHEeBEKOBbSI HEBE)KECTBEHHbIE W 0Oe3rpaMOTHBIE JIIOAU
HEepeIKO CYHMTAIM NPOSBICHUS 3a00JeBaHMS «OJCPKUMOCTBIO ABSBOJIOM» U
IBITAJINCh MIPUMEHATh pa3IM4HbIE CHOCOOBI «HM3rHaHMA OEcOoB», BIUIOTH JIO
OTIpaBJICHHUs] HECYACTHBIX Ha KOCTEP. AHANN3 UCTOYHUKOB TEX BPEMEH IO3BOJIHII
YCTaHOBHTH, YTO MHOTHE TaK Ha3bIBAEMbIE «BEJbMbI» B JIEHCTBUTEIBHOCTH MOTIIH
crpanath bI'.

CoBpeMeHHBIH HaydHBIH 3Tan B m3ydeHnu bl Benér cBoit oTcuér ¢ 1830-x
IT., KOT/Ia CTal{ TOSBIATHCA NEPBbIC HAay4YHbIE MyOJMKAalWM Bpaded M3 paszHBIX
ctpan (BemmkoOpuranus, CIIA, Hopeerus) o HaciaencTBeHHOW xopee. OmHako
HECMOTpS Ha BCE YIIOMUHAHHSI HACIIEICTBEHHOH XOpEeH, KIIACCHYECKNM U Hanboiee
MOJAPOOHBIM ONMCAHWEM OOJIE3HH, BOIIEIIINM B aHHAJIBl MHPOBOW HEBPOJIOTHWH,
craso acce «On Chorea» (anrn. «O xopee»), omybnukoBanHoe 13 ampens 1872 r.
MOJIOJIBIM aMepUKaHCcKuM Bpadom Jlxxopmkem [entunrronom (George Huntington;
B PYCCKOH JIHTEpaType BCTpedaeTcsl MepeBoj] «XaHTUHITOH» M, COOTBETCTBEHHO,
«0one3Hb/xopess XaHTUHTTOHA») (CM. pHUC. 2). DT0 COOOIIEHNE BBI3BAIO OOJIBIIONM
MHTEpEC MEAMIIMHCKOW OOLIECTBEHHOCTH, TaK KaK B 3TO K€ BpeMs Hadayio OypHO
pasBHBaThCA ydeHHEe O HaciencTBeHHOCTH. CaM I'eHTMHITOH Tak o00pasHO
oxapakTepru3oBai ocoOeHHOCTH 3aboneBaHus: «HacieacTBeHHast xopes, Kak s e€
OyIly Ha3bIBaTh, OTPAHUUIEHA ONPEIEIEHHBIMU H, K CUYACThI0O, HEMHOTOYHCICHHBIMA
CeMbSIMH ¥ YHacJeJOBaHa OT AAIEKMX ITOKOJEHHH B TyMaHHOM mnpouuioMm. Te, B
YbUX BEHAaX TEYET KPOBb, HECyIash CEMEHa 3TOr0 Hexyra, TOBOPAT O «TOH
00JIe3HN» C OTTEHKOM yXaca, CTapasCh BOBCE HE JyMaTh O HEH M YIOMHHATb JIAIIb
B Cllydasx KpaiiHed HeoOxomumocTu». B nmanbpHeilmeM HacleACTBEHHAs XOpes
ObUla Ha3BaHAa MMEHEM aMEpPHKAaHCKOTO Bpada, JIABIIErO MepBOE TOYHOE HAyIHOE
OTIHCaHME ATOTO 3a00JICBAHMS.
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Communications. |The upper extremities may be the first
|affected, or both simultancously. All the
O CHOREAL | voluntary muscles ere Jiable to be offected,
those of the face rarely being exempled.
Br Grorcs Hermiore M.D., to protrude the tongue
s o o .| 1118 ascomplished with a great. deal of dif-

Srrh 2 cully and uncertainty. The hands are kept
Chorea is essentinlly & f
vous system. ‘The name “c! given to | backs. The ehoulders are shrugged, and the
the disease on account of the dancing propen. | feet aud legs kept in perpetual motion; the
sitles of those who are affocted by it, and it is | t0es are turued in, and then everted ono foot
& very appropriate designation. The disense, | is thrown across the other, sud then suddenly
88 it is commonly seen, is by no_moaus | Withdrawn, and, i ehort, every conceivablo
dangerous or serious aflection, however dis. | altitude and expression is assumed, and 8o
tressing it may bo to the oue sufloring from it, | varied aud rregular are the wotions gone
or 10 his friends. Its most marked aud char- | through with, that a complete description of

Pucynox 2. Ilyonukayusa /[rcopoiica I'enmunzmona «0 xopee» om 1872 2.

[Mocnenyronye aecaTUaeTHs] OBUTH NMEPHOJOM HAKOIUICHHS KIMHUYECKHX
(hakTOB W pe3ympTaTOB aHANHM3a pPOJOCIOBHBIX CEMEH, TIOTBITKAMH X
cucteMaTm3anuu. [Ipenaranuch pa3iuyHbIC HAyYHBIC THIIOTE3Hl OTHOCHUTEIBHO
NPUYAH pa3BUTHS 3aboneBaHusa. KpymHBIM IOCTIKCHHEM SBHIIOCH OTKPHITHE B
1983 r. rpymmol aMepHKaHCKHX TEHETHKOB BoO TiaBe ¢ Jlkeiimcom ['yzemmoii
(James Gusella) ¢daxra, uto BI” pa3suBaeTcs u3-3a MyTtanuu (OJIOMKH) B OTHOM U3
TCHOB Ha 4-if XpoMocoMme. DTO COOBITHE UMEJIO OOJIBIIOE 3HAUCHUE B CBS3H C TEM,
yro BI' crama mepBbIM HaCIEeICTBEHHBIM HEBPOJOTMYECKUM 3a00JIeBaHHEM, MpU
KOTOpOM OblIa YCTAQHOBJIEHa JIOKAIM3allks MATOJIOTHYECKOr0 TeHa Ha
OIIPEEIIEHHON XPOMOCOME.

HakoHnen, HOBeMINMI COBpEMEHHBIN 3Tan B u3ydeHuu bIT Benér ceoit
oTcuét ¢ 1993 1., KOorma MeXAYHapOIAHOW WCCIEA0BATENbCKON TPYNIONW IO
n3ydeHnro reHa BI' mo rimaBe ¢ Tem ke Jlkefimcom ['y3emnoit Oputa ycTaHOBJICHA
TOYHAs CTPYKTypa TMATOJOTHYECKOTO TeHa 3a00JeBaHWS, 4UYTO  CO37allo
MPEIIOCHUIKH U pacCIIU(POBKA TOHKUX MOJEKYJISPHBIX MEXaHHU3MOB Pa3BHTHS
0oJe3HH 1 Havaja moucka 3(pPeKTHBHBIX METOIOB JiedeHUsI. OTHOBPEMEHHO OBLIH
pa3paboranel Mertonsl mpoctoi W TouHoW JIHK-mmarnoctwkm 3aboneBaHus,
MO3BOJISIFOIINE YCTaHABJIMBATh HOCHTEIBCTBO IMATOJIOTHYECKOro reHa Bl 3amonro
JI0 HETOCPEICTBEHHOTO MOsiBIeHUs €€ cuMnToMoB. OTmeTum, uto BI' sBhsieTcs
OIHIUM W3 TeX HACJIECTBEHHBIX 3a00JIeBaHWN, KOTOPBIM YIENAETCS caMoe
MPUCTaTIbHOE BHHMAaHHE MCCIEI0OBATENe CO BCErO0 MHpa — OHO CYHTAaeTCA
«MOJICTTbHBIMY 3a00JIeBaHWEM [UII M3YYCHHS OOILINX 3aKOHOMEPHOCTEH TedeHUs
HENUpOAEereHepaTUBHOIO IIpoLECcca.



PacnpocTrpanéHHoCTh M cUMIITOMBI (00J1e3HU ['eHTUHITOHA

ITo pacmpoctpanérnoctn BI' oTHOCHTCS K Tak Ha3BIBAEMBIM OpQaHHBIM
(or amrm. orphan — cwupora), wim pemkum, 3aboieBaHusM. Yacrora
Bcrpedaemoctd BI' komebnmercs or 3 mo 17 cmygaes ma 100 000 »xureneit,
coctaBisiga B cpeaHeM 5—7 ciydaeB Ha 100 000 nacenenust. Jlyii CpaBHEHUS:
pacnpocTpan€HHOCTh TyOepkyné3a B Poccun Ha 2014 1. cocraBisuia 91 crmydait Ha
100 000 nacenenust, a nHcysnbTa Ha 2010 r. — oxono 500 ciydyaeB Ha 100 000
HaceneHusa. Bmecte ¢ TeMm, BI' sBisieTca 0AHUM U3 caMBIX YacCTBIX HaClIEACTBEHHBIX
3abosieBaHuii HepBHOW cucTeMbl. Haumbonbmass e€ pacrnpocTpaHEHHOCTb
oTMeuaeTcsi B pailoHe o3epa Mapakaiitbo B Benecyane (okosno 700 GonbHBIX Ha
100 000 nacenenwust). Takike MHOTO MALMEHTOB C ATUM 3a00JIEBAHUEM BCTPEUACTCS
Ha ocTpoBe Tacmanus y GeperoB Apcrpanmu (okono 17 cimydaeB Ha 100 000) u B
loTnanaguu. OueHs Manoe Konu4yecTBo ciaydyaeB bI” otmeuaeTcs B ctpaHax A3uu 1
MPaKTHYECKN HE BCTpedaeTcs AaHHOE 3a00JIeBaHHUE Yy MPEICTaBUTENEH KOPEHHOTO
HaceneHnss Adpuxku. Ha ceromHsmHuil JeHb aKTyalbHbIE JaHHBIE O
pacnpoctpanénHoctu BI' B Poccuiickoii ®@epepanuu oTcyTcTBYIOT. ECTh nuimb
eIMHUYHbIC JaHHBIC OTHOCHTEIBHO 3TOTO IOKa3arensd B psne cyObekroB Poccum.
CornacHO TpPOBeIEHHOMY HaMH METAaaHAIW3y JAaHHBIX U3  OTOOpaHHBIX
nyonmukanuii, pacnpocrpanénnocts BI' B Poccum cocraBuna 1,91 wa 100 000
HaceneHus. CTOMT OTMETHTbH, YTO, HAa Hall B3TJA, pacnpocTpaHéHHOCTh Bl B
Poccuiickoit @enepanuy 3HaUUTEIbHO HEJOOLCHEHA.

Cpennuii Bo3pacT mosiBeHUs] iepBbix cuMntomoB BI' — 40 ner, omHako
0oJIe3Hb MOXET HAuaThCsl Kak IMO3Ke, BIUIOTH 0 70 jerT, Tak W 3HaYUTEIHHO
paspmie — g0 20-JeTHero Bo3pacTa (Tak HAa3bIBaeMble IOBEHWIIBHBIC CIydau
3a00JICBaHNUSA).

BI' — HacienctseHHoe mporpeccupylomee 3a00JeBaHHE TOJIOBHOTO
MO3ra, OCHOBHBIM BHEUIHUM KIMHUYECKHM IIPOSBICHHEM KOTOPOTO SIBIISIOTCS
HETIPOM3BOJIbHBIC JIBI)KEHHS PYK, HOT, TYJOBHINA, HEPEAKO MHMHUYECKHX MBIIIII]
JINIIA, KOTOPBIE MOT'YT COIIPOBOX/IATHCS HAPYIIEHUSIMA HACTPOCHHUS U MOBEICHHUS, a
TaKXKe TaMATH U MbIIUIeHns. Kak yke oTMedanoch BBINIE, TaKHe <(JIUIIHHUEY,
N30BITOYHBIE HACWIBCTBCHHBIC ABWKCHWSA (WJIM THIIEPKUHE3BI, TOBOPS SI3BIKOM
MEINIIMHCKONH TEPMHHOJIOTHH) Ha3BIBAIOTCS Xopeed. B Hawane 3aboneBaHUs OHH
HOCAT €JIBa 3aMETHBIH, «CIIydaifHbIi» xapaktep. Hampumep, MoxeT OBITH JIETKOE
IIEBEJICHWE MaNblaMH DPYK, NOJparuBaHue IUIeY, HW30BITOYHBIE IBIKEHHUS TYO,
INPUTONTBIBAHUE CTONMOM MM «a€praHue» HOroil. XapakTepHbIM paHHUM
cumnToMoM BI' sBsleTCS CIIOKHOCTH YAEp KaHUsl BBIBEAECHHOIO U3 TOJOCTH pTa
s3bIKa B TedyeHne 10—15 cexyHn (Tak Ha3pIBaeMblii «CHUMIITOM si3bIKa»). Hepenko Ha
PaHHMX CTaaAMsAX 3a00JIEBaHMS SBHBIX T'MIIEPKHHE30B HE BHIHO, HO YJIAaBJIMBAETCS
HEKOTOpoe olliee ABHUTraTeNIbHOE OECIOKOMCTBO YeloBeKa — OH, KaK TOBOPHTCS,



«HE CHIOUT Ha MecTe». B mampHeiimmem, 1o Mepe pa3BUTHA 3a00JIeBaHUS,
XOpEH4YeCKHe THUIEePKUHE3Bl YCHIIMBAIOTCS, 3aTPardMBalOT BCE HOBBIE W HOBEIC
Tpynmbel MBI, THOUYHBIE XOPEHMYECKHE TUIEPKHHE3Bl HOCAT HEPUTMHYHBIN
XapakTep, BecbMa CIIOHTAHHBI M OECTIOPSIOYHBI, aMIUTUTYAa ABIDKCHHHA MOXKET
OBITH BECbMa 3HAYNTEIHHON. MEHeTCS MOX0IKa, HEBPOJIOTH WHOT/AA HA3hIBAIOT €€
«TaHIyIome». HacuibcTBeHHBIE ABWKCHHS SI3BIKA, MBIIII TJIOTKA W TOPTaHU
MPUBOJAT K HAPYIICHUIO PEYH — YacTO CTAHOBUTCS OYCHb TPYIHO MOHSITH, YTO
MAIIMEHT TOBOPUT. JTO K€ SABJISACTCS NMPUYMHON HAPYIICHUS TJIOTAHUS Y MHOTHX
00NbHBIX. ['MIEepKUHE3bl YCHUIIMBAIOTCS MPH BOJHCHHUM, (QU3NYECKON Harpyske H,
KaK IMpaBWJIO, MOJIHOCThIO MCUE€3al0T BO CHE. Hepenko mamueHThl HE 3aMeyaroT
CBOMX HETNPOM3BOJIBHBIX ABW)KEHUH, TUOO cTaparoTcs UrHOpUpoBaTh ux. OJHAKO
MOCTOSIHHASL MBIIIIEYHAs] AKTUBHOCTh OTHUMAET Y OOJBHBIX MHOTO CHIJI, YTO YacTO
MPOSIBIIICTCS.  XapaKTepHOH ’kano0oi mammeHTOB Ha oO0myro crnabocts. [lpm
JUTATEIIFHOM MHOTOJICTHEM TEYEeHHH 3a00JICBaHUA WHTCHCHBHOCTH THIICPKHHE30B
HEpEAKO CHIDKACTCS, W M30BITOYHAS JIBHTAaTEIbHAS aKTHBHOCTh CMEHSCTCS OOmIei
3aTOPMOKCHHOCTEIO M MAJIOTIOABIDKHOCTHIO, HAIIOMHUHAIOMICH TAaKOBYIO IIpH
Oone3nn [TapkuHCOHA.

Xopendeckrde TUNEPKUHE3Bl SBISIOTCS CaMBIM SIPKHUM, HO JalieKO HE
€MHCTBCHHBIM MposiBieHHeM bI'. XapakTepHBIMH NpOSBICHUAMHU 3a00JE€BaHUS
SIBJISTIOTCSI HAPYIICHUS TAMSTH, MBIIUICHUS, HHTCIUICKTYaIbHON JEATEIbHOCTH, TO
€CTh TO, 4YTO HEBPOJIOTH HA3bIBAIOT KOTHUTHUBHBIMU HAPYIICHUSAMHU, WA
paccTpONCTBAMHU  IMO3HABATEIBHBIX (YHKIUHA TOJOBHOTO MO3ra, MPHCYIIUX
genoBeKy. YacTo 3amoiro 70 TMOSBICHUS TUIEPKHHE30B UEIOBEK JKalyeTcs Ha
IUIOXYIO TaMSTh, HEBO3MOXKHOCTh 3allOMHHUTH IMPOYHTAHHYIO CTPAHUILY KHUTH,
MPOCMOTPEHHYIO TeJlerepeady, yXBaTuTh CyTh TOTO, 0 YEM TOBOPHUT COOECEIHUK.
Kak npaBmito, 1aBHAE COOBITHS KU3HHU OCTAIOTCSA B MAMSITH, a CTPAACT, B ICPBYIO
ouepenb, KpPaTKOBPEMEHHas NaMATh. HapymaeTcs KOHIEHTpaIWss BHUMAaHUA,
YEIIOBEK CTAHOBHUTCS paccesHHBIM. OIHOBPEMEHHO YTpauyMBaCTCS aHATMTHYCCKAs
(YHKOHS TOJIOBHOTO MO3ra, CIIOCOOHOCTh K aOcTpaknmusMm, OOOOIICHUSM H
JIOTHYECKUM  YMO3AKIIIOUCHHUSM,  MBIIICHAEC  CTAHOBHUTCSA  [PUMHUTHBHBIM,
HAOJIFO1aeTCsl yTpaTa MPUBBIYHBIX HHTEPECOB. [lalMeHTy CTaHOBUTCS BCE TPYIHEE
CIIPABIIATH C TOBCEJIHEBHBIMH JelaMu B ObITY M Ha pabote. IIpodeccnonanbHbie
HaBBIKM HEPEIKO CTPaJaloT B MOCIEAHIO OdYepelb, M JaKe Ha pa3BEPHYTHIX
cTaausx 3a00JIeBaHUS TAIMEHTY MOXKET YIaBaThCS CIIPABIATHCS C HEKOTOPBIMH
npodeccnoHambHBIME ~ 00s13aHHOCTAMU. OpHaKo JnanbHeWmee pa3suTtue bl
HEM30€KHO MPUBOIUT K WHBAUAN3ANNN U HEOOXOIMMOCTH MTOCTOPOHHEH TOMOIITH
B OBITY.

Haxkowren, emé omna rpymma cumntoMoB BI' mo3Boiser paccMaTpuBaTh
JaHHOE 3a00JicBaHHE KaK MPHMEP IICHXOHEBPOJIOrHUecKoi matonorun. CTpagaroT
JMYHOCTHBIC XapaKTEPUCTHKH YEJIOBEKa, M3MEHSCTCS €r0 XapaKTep, MOSBISIOTCS



SMOLMOHAIEHO-BOJIEBBIC W, HEPEAKO, NICUXUYECKUE HAPYIICHUS. DTH TPOSBICHHS
BI' momuac craHOBsTCS Hambollee WHBATUINUZUPYIOMHUM W TPaBMHPYIOIIAM
(akTOpOM, TATOTAIIMM HE TOJBKO ITAIlMEHTA, HO W WIEHOB €T0 CEMBH, JAPY3ei,
Koiier o pabore. B memom, Ha QoHE KOTHHTHUBHBIX HapyIleHHWH HaOmromaeTcs
paspyleHue sapa JUYHOCTH. Hepeako uenoBeK CTaHOBUTCS pa3fpaXKUTENIbHBIM,
THEBIIBBIM, arPECCUBHBIM, WIIET MPUYUHEI CBOETO 3a00JIeBaHMS B JPYTUX JIOIX.
Bo3MoxHO aconuanbHOE MM IPOCTO HeaJeKBaTHOE IOBeAeHue. B psne ciyuaes
MPUCOCTUHACTCS ~ IICHXHMATpUYEecKas CHUMITOMAaThKa B BUAEC Opema W
rajumonHanuii. [Ipu aToM 4acTo BeTpedaercs: Opell peBHOCTH, Open BO3AeHCTBuS,
KOIJa MaIMeHTy KaXeTcs, YTO Ha HEero KTO-TO BO3JCHCTBYeT, Mapajau3yeT ero
BOJIO W pa3yM W T.A. [ns xoppekuuu monoOHbIX mposiBieHuit Bl tpebyercs
MOMOIIb  KBATA(QUIIMPOBAHHBIX MCUXHATPOB. B JIpyrux ciydyasx MamueHT
CTaHOBUTCS BSJIBIM, allaTHYHBIM, 3aMBIKaeTCA B CBOEM coOCcTBeHHOM Mupe. MHOTHa
MAIleHT MOKET WCIBITHIBATE SH(POPHI0 W HE OCO3HABATh XapaKTep CBOETO
3aboneBanns. Kak mpaBuio, y Bcex OOJNBHBIX OTMEUAIOTCS MPOSBICHUS ACTIPECCHH,
TakKe TpeOylommue BHUMaHHUA IcuxuaTtpoB. Kpome toro, mpu BI' dame, gem
00BIYHO, OTMEYAIOTCS CYUIMIAIBHBIC MBICITH U JCHCTBUS, O KOTOPBIX CaM IallUeHT
MOJKET He JaBaTh 3HATh aKTUBHO. YacTo HaOIFOMAIOTCS pacCTpoiicTBa CHA, BIUIOTH
JI0 MOJTHOH HEBO3MOKHOCTH 3aCHYTb.

Teuenue bI’ OTJINYAETCS MEJICHHBIM, HO HEYKJIOHHBIM
MIPOrPECCUPOBaHNEM Ha MPOTsHKEHUH 15-20 5eT, XOTS BO3MOXHBI U TEPHOIBI
OoJsiee WM MEHee JUIMTENbHOI crabmim3anuu Ha (OHE I'PaMOTHO I10J00PaHHOTO
COBPEMEHHOTO JieueHHs. 3a0o0JieBaHHE HE MOPaXKaeT KM3HEHHO BaXKHBIE IEHTPBI
IBIXaHUS W KPOBOOOpAIIEHUS W HANpsAMYI HE TPUBOIUT K cMmepTH. OmHaKo
MAIlIeHT MOKET NOTHOHYTh Ha ()OHE OOIEero WCTOIICHHS, TPHCOCINHCHHUS
HHQEKINHA, BOCMAICHUS IETKUX BCIEACTBHE BBIPAKCHHON 00€3IBHKEHHOCTH,
HapyUIeHUI TJI0TaHusl U NONEPXMBaHUA TBEpAOH M xuakoi numei. [loaromy Ha
mo3mHuUX  craamsax bBIT  Oornpmioe  3HaueHHWE ~ TpUOOpETaeT  MPaBHIBHO
OpPTaHW30BAHHBIA OOIIWI yXOXI 3a OONBHBIM, TUTHEHA Tella, KOPMIICHHE (B TOM
Yyuclle, KUJAKOW WM W3MENbUEHHOW mnuield, wHorma dvepe3 30Hm). Crnemyer
OTMETHUTH, YTO MHOTHE MAaIMEeHTHl OTIMYAIOTCA OOIIMM CHJIBHBIM IOXYHAaHUEM,
HECMOTpPSI Ha M3PSATHBIA ammeTuT. JTO CBA3aHO C TeM, 4Tto npu bBIT Bo MHOTHX
CIydasX HapymlaeTcs HOPMaJbHOE BCACHIBAHME M YCBOGHHE IHTATEIbHBIX
BemecTB. I[loaToMy HEOOXOAMMO O00€CTeYnTh TNAIMeHTaM KaJOpHuiHHOe W
MOJHOLIEHHOE C JUETHYECKOW TOYKM 3peHus NuTaHue. B KoHeuHOM cuére,
MPOJOJDKUTEIBPHOCTh M KA4eCTBO JKU3HU OOJBHBIX BO MHOIOM 3aBHCHUT OT
[IPaBUWJIBHOTO, TPAMOTHO OPTaHU30BAHHOTO YXOJa CO CTOPOHBI POJICTBEHHUKOB MIIH
crienuaIbHO 00y4eHHOT0 MEIUIIMHCKOTO IIEPCOHalIa.



I'eHeTnka U MeXaHU3MbI pa3sBUTHUA

B TeyeHme MHOTMX JECATHIIETHH CHENUANMCTBI MOIIH  TOJIBKO
MpPEAINoaraTh, 4TO K€ MPUBOANUT K TAaKOMYy OOIIMPHOMY MOPAaKCHUIO T'OJIOBHOTO
Mo3ra mpu bI' 1 kakue MaToJOrMYecKre MEXaHU3MBI JIEXKAT B OCHOBE €€ pa3BHTHS.
CpaBHHUTENBPHO HENABHHWE IOCTI)KEHHS MOJCKYIAPHOM OWONOTMM M TCHETHKH
MO3BOJIMJIM TPOJIUTh CBET Ha NMPUYMHBI Pa3BUTHUS 3a00JIEBAHMUS, 3aJI0KUB, TAKHM
00pa3oM, OCHOBY U IIOUCKa ITyTeit ero s ¢dexTuBHOrO JieueHus. Koneuno, HoBEIe
3HaHMS, KaK MPaBUIO, MOPOXKAAIOT el OONbIIe BOIPOCOB, KAKYIIUXCS I04ac
HepaspemuMbIMU.  OJHaKo mporpecc OHMOJOrMYECKMX HAyK MO3BOJSAET C
ONTHMHU3MOM CMOTpPETh Ha NEPCIEKTHBBI OOPHOBI C TSHKEIBIMU HACIIEICTBEHHBIMH
3aboneBanusmHy, BKmovas bI'. Cienyer noguepkHyTh, uTo BI" crana cBoeobGpa3zHoi
MOJENbI0 B H3YYEHHMM  MEXaHHM3MOB  pa3BUTHUS  TaK  Ha3bIBAEMBIX
HEWpO/EreHepaTUBHBIX ~ HACIEICTBEHHBIX  OOJIE3HEH,  CONMPOBOMXKIAIOIIMXCS
aTpouel pa3NTUYHBIX OTJENIOB TOJOBHOTO M CIMHHOTO Mosra. Bo Bcém mmupe, B
nepByto oudepens, B CIIIA, Kanane, Benukobpuranuu u ['epmanny, Ha u3ydeHUe
BI' u npyrux TSOKENBIX HACJIEACTBEHHBIX 3a00JICBAHMI 3aTPadnMBaIOTCs OIPOMHBIC
CpeIcTBa M MO KPYNHUIIAM HAKAIlJIMBAIOTCS HOBBIE 3HAHMs, KOTOPblE B KOHEYHOM
UTOTE MO3BOJIAT pa3paboTaTh HOBBIE METO/ABI AUATHOCTHKH U JICUCHUSL.

BI' mepenaércs mo HaciueACTBY M HMMeEET TaK Ha3bIBa€MBIH ayTOCOMHO-
JIOMUHAHTHBIHA THI nepenadu. Uto ke 370 o3HadaeT? 3abosieBaHe HacleayeTcs OT
OJTHOTO M3 OOJBHBIX pojuTeneil ¢ BeposTHOCThIO 50 %. Ilon poxuTeneil mpu 3Tom
HEe MMEeT 3HaueHHMs, B paBHOM CTeleHU OOJIe3Hb IepelaeTcss U OT MYXYMH, U OT
JKeHIIMH. boxers MoryTr Toxe nmma oboero mosna. HeoGxoaumMo TMOMHHUTB, 4YTO
BEPOSITHOCTh IIEpe/ladyl MaTOJOTMYECKOro (MM «MYTAHTHOTO», Kak TOBOPST
cnenuanucTel-TeHeTnkn) TeHa 50 % He o3Hawaer, 4To 3a0ojeeT 00sM3aTETBHO
nonoBuHa aereid. Ecim, ckaxeMm, y OOJBHOTO pOAMTENs €CTh JBOE AETeH, TO
Ka)KABbIii M3 HUX uMeeT BeposaTHOcTh 50 % yHacnenoBaTh MYyTaHTHBIH TeH.
[TosTomy, MOKeT ObIT, 4TO 00a peOEHKa OyIyT «T€HETHIECKH» 37I0POBBI, 3 MOXKET
ObITh, UTO 00a yHACJICAYIOT MyTaHTHBIN reH BI'. be3yciioBHO, BO3MOXKEH U TPETHIt
BapHaHT, IPH KOTOPOM TOJIBKO OJIMH U3 JETeH yHacjleqyeT MaToJIOTHYeCKU T'eH, a
BTOpOH pPeOEHOK OCTaHETCS «TCHETHYECKH 30POBBIM» M HHUKOT/AA HE 3a00Jeer.
BaxHoil xapakTepucTUKOil ayTOCOMHO-IOMUHAHTHOTO MEXaHHM3Ma HacJedOBaHUs
rera BI' sBiseTcss Tak Ha3bIBaeMbIM BEPTHKAJIBHBIN IyTh MEperadyd ¢ OONBIINM
YHCIIOM CIIy4aeB 3a00JeBaHHSA B KaXIOM IOKOJIeHWH Oe3 mpomyckoB. Ecim B
KaKOM-TO IOKOJIEHUH BCE€ POACTBEHHMKH SIBISIOTCS T€HETHUYECKH 3J0POBBIMHU, TO
JlanbHEHIIee HacleoBaHUWE 3a00JNeBaHMs B pPOAY MpeKpamaercs — 4epe3
noxkosenne BI' He mepegaérca. OnHako BO3MOXEH <«JIOMKHBII) IPOIMYCK
MIOKOJICHNSI — B ClIy4yae, €ClIM KaKOH-TH00 YeJIOBEK yHaceJ0BaJl MyTaHTHBINA I'eH
3aboJieBaHUsL M, TEpeJaB €ro CBOMM JIETSM, IPEKAEBPEMEHHO CKOHYAICS, HE



ycIieB, TaKuM 00pa3oM, AOKHUTh JI0 BO3pacTa Hadana 3abonesanus. B atom ciydae
TOBOPUTH O MPOMYCKE IOKOJIEHHS HEKOPPEKTHO, TaK KaK YKa3aHHBIH BBbILIE
YEJOBEK HE OB «T€HETHYECKH 30POBEIM». B cBsA3M ¢ 3TUM oTMeTHM, 4TO TeH bI'
nmeer Tak HaspBaeMyro 100 % meHeTpaHTHOCTb, TO €CTh HPH YHACIICAOBAHUH
MyTaHTHOTO reHa BI” Hem30exHO pa3BUBaeTCA B CIydae, €CIM HOCUTEIb MyTAaLUH
JIOXKMBET 10 TUIMYHOTO BO3pacTa Hadana 3a00JICBaHUS B 3aBUCHMOCTH OT TSDKECTH
MyTaruu (Mpo TSDKECTh MyTaluu — cM. gaiee). IIpumep TunugHoil cemeiHO
cxembl (ponociioBHOW) TpuBEeAEH Ha pucyHke 3. Pumckumu umdpamu
MPOHYMEPOBAHBI MATh IOKOJEHUH (WIEHBI KaXXIOTO TOKOJEHUS PACIHOJIOKEHBI B
OJTHOM U TOM e psny). JIuma My»XcKoro mosia rnoxasaHbl KBaApaTaMH, >KEHCKOTO
— KpyXKamH. bosbHBIe HHIAUBUAYYMBI HA MOMEHT OCMOTpPa OTMEYEHBI YEPHBIMU
KpY)XKaMH ¥ KBaJapaTaMd. YMepliue 0003HAa4YeHbl INepeuépKUBAHUEM KOCOi
4yepToi.

AHanu3 pOAOCIOBHOI MO3BOISET OTMETUTh XapakTEpHBIE IPU3HAKU
HacienoBauus BIT — Gonbinoe uymcno 60bHBIX 000€ro moa Bo BCeX MOKOJICHUAX
¢ epenadeii 3a001eBaHNs IO BEPTUKAIN 0€3 MPOIYCKOB ITOKOJICHHH.

Hab:mroneHnss MHOTHX CHEINAINCTOB-HEBPOIOTOB M TEHETHKOB ITO3BOJIAIN
BBIJETINTh Psii OCOOGHHOCTEH HacienoBaHMs MyTaHTHoro rea mpu bI. Tak,
OTMEYEHO, 4TO, KaK MPaBUIIO, B KaXIOM IOCJIEIYIONIeM MOKOJIEHUH HaOI0aaeTcs
Ooniee paHHee Hayaylo 3a0oieBaHUs U Ooiiee TSHKENOE ero TeYeHUe. ITO SBICHHE
MOJIYYWJIO Ha3BaHHE «aHTHHUNANMM». bin3ko k aToMy (QeHOMEeHy HaxoauTcs W
TaK Ha3bIBAeMBbIN «3((PEeKT 0THOBCKON Nepesayum», 3aKJIIOUaIOUIUIICS B TOM, 4TO
BI' ¢ Oomee paHHMM HauanoM Hu Oonee TSKENBIM TEUEHHEM pa3BUBAaeTCH,
MPEUMYIIECTBEHHO, MPH Iepejade MO OTLOBCKOH ymHuM. [IpH MHOrokpaTtHOM
HacnepoBaHnd bI' mo nmuHMM oTHa (Kak B cilydae TPOWHOW OTIIOBCKOM mepemaveit
JUIl WHIUBHIYyMa, OTMEUEHHOTO Ha pHC. 3 CTPEJIKOH) BO3MOXKHO Hadallo
3abosieBaHMsl B FOHOIIECKOM WJIM JlaXke JETCKOM Bo3pacte. B mpuBenéHHOM Ha
POZOCIIOBHOM ITpUMepe y MajlbuiKa 3a00JieBaHHe HavyaJoch B 14 yet, y oTna — B
35,y nena— B 50 u y npagena — B 67 jer.

IOBenunpHble (¢ HagamoM Oose3Hu 10 20 7er) ciaydan 3aboseBaHHA
AMEIOT 0CO0YI0 KIMHUYECKYIO0 KapTHHY, OTJIMYHYI0 OT Kiaccuueckod bI'. Kax
MIPaBHJIO, C CAMOTO Hadajla Pa3sBUBAIOTCA CKOBAHHOCTh M MAaJIOTOABIDKHOCTH 0€3
XOPEUYECKHUX TUIEPKUHE30B, TIIyOOKasi yMCTBEHHAsI OTCTAJIOCTh. Takue cirydan bI°
OTIIMYAIOTCSI OCOOCHHO OYpHBIM MPOTPECCHPOBAHMEM U MPHUBOAAT K CMEPTH B
TEYCHHE HECKOJBKMX JIET ¢ MOMEHTa Hadaja Ha (oHe oOmed nuctpodun u
KpaifHell CTeNeHH UCTOILEHHUSL.
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Pucynox 3. Pooocnosnas cemou A., omazowénnoit 6one3nvio I'enmunzmona.

OnucanHple 0OCOOEGHHOCTM HacienoBaHus bIT u Xapakrep €€ KIMHHYECKHX
NPOSIBJICHUI TONYyYHIH OOBSICHEHHE II0CIE OTKPBITHS TeHa 3a0ojeBaHUS U
pacmmppOBKH TOHKHX MOJIEKYIIPHBIX MEXaHH3MOB €ro pa3BuTHA. Jlamee MBI
mocrapaeMcsi B TPOCTOH W KpaTtkod (opMe TMpeacTaBHTh CYTh CIIOXHBIX
OHMOJIOTHIECKUX MEXaHU3MOB, JICKAITUX B OCHOBE ITOH THKEIOH OOIC3HN.

Kak ormeuanoce Beiie, npuuuHOM pas3Butus Bl sBuserca myranus
(monomka, HapylleHHE HOPMAJIBbHOW CTPYKTYpbI) T'eHa, HAXOJIIerocss Ha 4-i
XpoMocoMe. 31Iech HEOOXOOUMO HAlNOMHHUTh, YTO BCS  HACIEICTBCHHAS
nHpOpPMAaLU YeJoBeKa (KaK M BCEX XXHUBBIX CYIIECTB Ha 3eMile) 3aKOAMpOBaHA B
ctpyktype Mousiekyn JIHK, pacmojoeHHBIX B sIpax KJIETOK BCEX OPraHOB H
TKaHeH. AOGOpeBuatypa «IHK» pactmu@poBbIBacTCS Kak
JIe30KCUPUOOHYKIIEHHOBAsT KHCJIOTa. OJTO COEJAMHEHUE TMPEACTaBIsET M3 CeOs
MPUPOIHBIN TouMep (TONMHYKIEOTUIHYIO TIeTIh), COCTOSIIINN U3 3JIEMEHTapHBIX
CTPYKTYPHBIX €IMHUI] — HYKJIeOTHA0B. HyKIeoTHapl OTIMYAIOTCS IPYT OT Apyra
M0 COCTaBY BXOJSIINX B UX CTPYKTYPY TaK HA3bIBAEMBIX a30THUCTHIX OCHOBAaHHN —
aJeHHHa, THMHHA, TyYaHWHAa ¥ [UTO3HMHA ¥ MAapKHUPYIOTCS HadaJIbHBIMH
natuHCKUME OykBamu ocHoBaHmii: A, T, G, C («OyKBBI» T€HETHYECKOTO KOJa).
[MocnenoBaTeIbHOCTE COCAMHEHHBIX MEXIY COOOW HYKICOTHIOB, KaK pa3 H
o0pasyet monekyny JJHK, koTopast MOXKeT COCTOSATh M3 MHJUTMOHOB TAaKUX 3BCHBCB.
B knerkax opranmsma JIHK cymectByeT B BuA€ ABOMHOM cHHpaliid, NpUYEM
aJIcHVH ¥ TYaHWH OJHOM IIeTIH CBSI3aHbI COOTBETCTBEHHO C THMHUHOM M ITUTO3UHOM
npyroit. CxemaTnaHO npocTpancTBeHHasA cTpykrypa JJHK mpencrasiena Ha puc. 4.

OO01ee KOMMYECTBO HYKJIEOTHIOB Y YelIOBeKa Kak OMOJIOTHUECKOTO BUIA
coctaBisieT okojo 3 mwmHapaoB map. Bes JIHK demomedeckoro opraHmusma
yIakoBaHa B XPOMAaTHWH, a XPOMATHH, B CBOIO OYepeab, yMAaKOBaH B OCOOBIX
CTPYKTYpax, Ha3blBa€MBIX XpoMocoMamMu (cM. puc. 5). XpOMOCOMEI
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pacnosararorcs B siApe KieTku. IlouTu Bce KIIETKM YenoBeKa COIEpKaT ABOMHOM
Habop XpoMocoM (TI0 OZHOMY HabOpy OT OTHA M MaTepH), COCTABIAIOIMH 23
mapel.  VICKJIIOWEHHE  COCTaBIAIOT — IOJOBBIE  KJIETKH  (AHIEKIETKa |
CIepMaTO30MIBI),  COAEpKallWe  OXWHApHBIH  Habop  xpomocom. [lpm
OTUIOJOTBOPEHHUH BOCCTAHABIIUBACTCS OOBIYHEIH (BOITHOIT) HAOOp XpOMOCOM.

MOJIMHYKNEOTUAHASA LIENb

UWTO3UH

O ,
N 7 = MUK

F'YAHUH

Pucynox 4. /leouinasn cnupans /IHK (namunckumu dyKeamu npomaprupoeamsl
HYKleomuoul).

KonupoBanue v cuMThIBaHWE HACJIEJCTBEHHOW MH()OPMAIMU y 4YesloBeKa
OCYILIECTBIISIETCSL CiIeAytoluM oOpa3zoM. CoueraHue TPEX HYKIEOTHIOB OOpasyeT
TPUILUIET, WU KOXOH. KaKIplil TPHUITIIET COOTBETCTBYET KakoH-mnbo omHO# u3 20
amuHokucsior. K mpumepy, Tpumier CAG  (UMTO3MH-3/IeHUH-TYyaHHH)
COOTBETCTBYET aMWHOKHCIIOTE TJIyTaMWUH. B CcBOlO ouepenb, aMHHOKHCIIOTHI
SIBIITIOTCSL TEMH 3JIEMEHTAPHBIMU «KHPIHUYUKAMU», U3 KOTOPBIX TOCTPOCHBI BCE
Oenku yenmoBedeckoro opranmdma. CTpyKTypa KakAoro Oeilka KOJupyeTcs
onpeleEHHBIM T'eHOM. TakuM o00pa3oM, TeH NpeaCTaBisieT co0oW CcTporo
onpeaenéHupii yaactok Mosekyisl JJHK, mocnenoBarenbHOCTh KOJIOHOB KOTOPOTO
coliep)kuT B cebe BCIO WH(POPMAINIO, HEOOXOAMMYIO JUII CHUHTE3a MOJEKYI
KOHKpeTHOro Oenka. OOllee KOJMYECTBO I€HOB YellOBeKa COocTaBisieT okojio 20

000.
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Xpomocoma

DLBOMHan
cnupanb
OHK

Pucynox 5. Ynarxoexka /JHK 6 xpomocomy, pacnonoxncennylo é aope Kiemxu.

IIpy HapymeHMH HOPMaJdbHOH MOCIENOBATEIbHOCTH HYKIEOTUIOB
(Myrammm) MeHseTCS COCTaB TPHIUICTOB (KOJOHOB) W, COOTBETCTBEHHO,
TEHEeTHYECKUI KOJX, YTO MPHUBOAUT K 0Opa3oBaHWIO OEJIKOB HENPAaBMIBHON
CTPYKTYpBbI, JTHOO K TIOJHOH HEBO3MOKHOCTH HMX CHHTE3a. JTO JIEKHT B OCHOBE
HapyIIEHUH CTPYKTYpbl U (QYHKIMH KJIETOK OpraHu3Ma M Pa3BUTHsI Pa3IM4YHbIX, B
TOM 4YHCJIE HACJEJCTBEHHBIX, 3a00jeBaHMi. MyTalMd MOTYT MMETh Pa3iuyYHbIN
xapakTep. BO3MOXHBI 3aMEHBI OTIENBHBIX HYKJICOTHJOB Ipyr Ha JApyra,
BBINIAJICHUST WU, HA00OPOT, BCTaBKH <JTUIITHUX» HykJIeoTunoB. [Ipu BI' xapakTep
MyTallMd MMEET HECKOJIbKO HWHOM Xxapaktep. ['eH, MNOBpexIeHUE KOTOpPOro
BbI3bIBaeT pazButve BI, pacnonoxen Ha 4-ii xpomocome. OH KOIUPYET CUHTE3
0erKa, Ha3BaHHOTO FeHTHHITHHOM, (DyHKIIMSI KOTOPOTO JI0 CHX IOP HEAOCTAaTOUYHO
acHa. [Ipeanonaraercs, YT0 B HOpPME TEHTHHITHH MMEET OOJbIIOE 3HAYCHHUE JUIA
(opMHpOBaHUS HEPBHOM CHCTEMBI B OSMOPHOHAIPHOM NEPHONE PA3BUTHA
YeJIOBeKa, a B JAILHEHIIEM SIBJISETCS BCIIOMOTaTelIbHBIM (PAaKTOpOM sl paboOTHI
JpYyrux OCNKOB KJIETKH. [ eHTHHITHH COJEPIKUTCS B KIIETKaX pa3iIn4HbBIX OPraHOB U
TKaHeH, oJHaKo HanboJyiee MUPOKO OH MPEACTaBlieH B TOJOBHOM Mosre. [Ipu BI
pa3BUBaeTCs AMHAMHUYECKAs MyTalys, 3aTparuBaroiias OnpeaeIEHHbli GpparmMenT B
caMOM Hauayle TeHa TeHTHHITHHA. B HOpMe B 3TOM ydJacTKe pacroyio)keHa IIeroJka
13 TIOBTOPSIIOIINXCA OOUH 3a ApyruM TpuruietoB CAG (IIMTO3MH-aJeHUH-TYaH!H),
KOAWPYIOIINX, KaK OTMEYaJIOCh BEIIIE, AMUHOKHCIOTY TIyTaMUH. B HOpMe Takmx
TPUILIETOB conepxkurcsa He O6omnee 35, a mpu BI' ux xoiauyecrBo gocruraet 40 u
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0oabmie (MakcuMmanbHOe ommcaHHOe KommdecTBO CAG-TIOBTOPOB MPEBHIIIACT
180). CxemMaTH4HO CyTh JaHHOW MyTaIlH H300paXkeHa Ha puc. 6.

4-7 xpomocoma: reH HTT (reHTUHITUH)

<27 . HopmanbHoe konunyectso CAG-nosTopos

27-35 MpomexyToyHoe konnyecrso CAG-nosTopos

-My'raum (36 1 6onee CAG-nosTOpOB)

CAG-nosTopbI
Pucynox 6. Mymauus, npueooawias K pazeumuio oonesnu I enmunzmona.

MyTtauus Ha3BaHa AMHAMHYECKOH, Tak Kak kKonuyecTBO CAG-TpuUILIETOB
(mmm, xak dacto ymomuHaeTcs, CAG-IOBTOpOB) BecbMa HEMOCTOSHHO M MOXET
pa3IHyaThcs JaXKe B Ppa3HBIX KIeTKaX omHoro uemoeka. KommdyectBo CAG-
MIOBTOPOB, KAaK MpPaBWIIO, MEHSAETCS B OONBIIYI0 CTOPOHY IIpH Ieperade B
MTOKOJICHUAX, 0OCOOEHHO MO MYXXCKOW JIMHUH, YTO, TAaKUM 00pazoM, OOBICHSET C
MOJICKYJISIPHO-TCHETUUCCKOM TOUKH 3pCHHsI (JCHOMEHBI aHTUIIMITAIIUHA U OTIIOBCKOM
nepeiayd, 0 KOTOPBIX MBI pacckasanu Beimie. YBenundenue dyncia CAG-1oBTOpOB
BBIIIIE HOPMBI Ha3bIBAETCS MATOJOTUIECKON IKCITAHCHEH.

Kakum o6pa3om 6o0Jie3Hb ['eHTHHITOHA BO3HHKAET B ceMbe U poay?

Hcrounukom myranuil npu BI' SBIAIOTCSA 340pOBBIE JIMLA, Y KOTOPBIX
grcio CAG-noBtopoB coctaBmsier 27-35 (cM. puc. 6). OTH ydactku 4-i
XpOMOCOMBI ~HECTAOWJIBHBI W 00JNafaloT CHOCOOHOCTHIO K  YBeJIMYEHHIO
sxcnancud  CAG-TOBTOpOB B MOC/HeqyOIIAX MOKoJeHusax. KommgecTso
MOBTOPOB MeHbIIe 26 CTa0MIBHO M, KaK IPaBHIO, HE HMEET CKIOHHOCTH K
HapacTaHMIO TIPH Nepeade U3 MOKOJICHUS B TOKOJICHHE.

Jlnma, y xoropeix unciio CAG-moBTopoB cocraBisier 36—39, 3a060neBaroT
BI', wame Bcero, B 04eHb MOXKHIOM BO3pacTe, MPUUIEM 3a00JeBaHUE TPOTEKAET y
HHUX B CpaBHHUTENIbHO JIErKoi (opme. CyliecTByeT 3aKOHOMEPHOCTh, 4TO Hobuiee
xoauyecmgo CAG-noemopos npusooum K Oojaee pawmnemy HaAyany 3abonesanus N
ero Oosee TsDKENOMY TedeHHIo, ofHako BennurMHa CAG-3KkcIaHcHM omnpenesieT
NpUMeEpPHBIii BO3pacT mosiBjieHUus nepBbix cumnrToMoB BI' b Ha 65-70 %.
Ha Bpems Hagaia 3Toro 3a00JeBaHUS OKA3hIBAIOT Takke OoJbIIOe BIMSHHUE 00pa3
KM3HU YeJIOBEKa, YPOBEHb €ro MHTEIUIEKTYaJbHON NeATeNIbHOCTH, (U3HYecKas H
COLMaJIbHAS aKTUBHOCTb.
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B cmyuasx toBeHmnpHOW BI, 0 koTopoil roBopmimochk Beime (TpU
MHOTOKpPAaTHOHW TIiepeade IO OTIOBCKOI ymHHM), KommdecTBO CAG-TIOBTOpPOB
MoxeT mocturath 60—70 1 BeIIIE.

Kaxk s3xcniancusi CAG-noBTOpoB
NPUBOANT K pa3BuTHIO 6oe3nn 'enTuHITOHA?

ToHkHEe MONEKyJIspHbIE MEXaHHW3MBl DPa3BUTHS 3a0oieBaHMsl ObUIN
PaCKpBITHl B TEUEHHUE MOCIETHUX NECSATUNETUH, XOTS MHOTHE NeTald 10 CHUX IOp
HenocTaTogHO sicHBl. OkcmaHcus CAG-TIOBTOpOB B T€HE, KOAMPYIOIIEM CHHTE3
TeHTHHITHHA, SIBJISETCS NPUYMHON 00pa3oBaHWs 3TOro Oeika € yUIMHEHHBIM
MOJUTIYTAMUHOBBIM YYaCTKOM (TPaKTOM) BCIEICTBHE M30BITOYHOTO COMEPIKAHU
AMHMHOKHCIIOTHBIX OCTAaTKOB TIJIyTaMHHA. B 3TOM ciydae O€lOK MEHSET CBOIO
HOPMAJIBHYIO CIIOXKHYIO IPOCTPAHCTBEHHYIO YKJIAAKy (KoHpopmanuio) u
npuoOpeTaeT TOKCHYecKHe cBoWcTBa. OH HAYMHACT HAKAaIUIMBAaThCA B KIETKAX
OTIpeZeIEHHBIX CTPYKTYP TOJIOBHOTO MO3ra — TonocaToM Tene (0Opa3oBaHO
0COOBIMH CTPYKTYPaMH: XBOCTATBIM SIAPOM M CKOPIIYIOI) M OTJAENBHBIX ydacTKax
kopbl (cM. puc. 7). Ilo Mepe HaKOIUICHUS TOKCHYHOTO OeNKa KIETKH I'OJOBHOTO
MO3ra MPUXOISIT B COCTOSTHUE AUCTPO(GUH, B HUX HapylIiaeTcs OOMEH BELECTB, U
oHu ruOHyT. [latonmoruyeckuii mpouecc MO Mepe CBOEro MPOrpecCUpOBaHHMS
pacmpocTpaHseTcs U Ha Jpyrue OTAebl TOJIOBHOTO MO3Tra, HallpuMep, THIITOKaMIL,
KOTOPBI UIPaeT BaXKHYIO POJIb B 00ECTICUEHUH MaMSsITH.

IIponecc HakomIeHUs aHOMAJIBHOIO TOKCUYHOIO TE€HTUHITHHA PACTSHYT
BO BPEMEHHM Ha JECATHIECTHS M HAYMHAETCS 3aJ0Nr0 1O MOSABIEHHS HEPBBIX
BHEUIHNX NpOsBICHUH 3aboneBanns. [lonmocaroe Teno sBiseTcss BaXHOUH
HNOJKOPKOBOH CTPYKTYpOW TOJIOBHOTO Mo3ra. OHO OTBEYaeT 3a OCYILIECTBICHHE
CIIO’KHBIX JBUraTeIbHBIX AKTOB M IOBEACHHE 4YeloBeka. [Ipu ero mopaxkeHUH
pa3BHBaIOTCS Pa3HOOOpa3HbIE HETPOM3BOJIBHBIC JIBIKCHMS, B IEPBYIO OUYepesb,
XOpendecKue runepkuHessl. Kpome 3Toro, moJKOpKOBBIE CTPYKTYPHI, CTPAAAIOIIHE
npu BI', Hapsany ¢ KOpoil TOJIOBHOIO MO3ra IPUHHUMAIOT BAKHOE Y4acTHE B
(hOpMHUpPOBAaHWM TOHKHMX MEXAaHM3MOB IIAMATH YENOBEKa, €r0 AMOIMOHAJIBHBIX,
NCUXUYECKUX W TOBEAEHYECKHX peakmuid. [lopakeHnme BBIIEyKa3aHHBIX
AQHATOMHMYECKUX CTPYKTyp mpu Bl mpHBOAWT K pPa3BUTHIO TeX MNCHUXUYECKUX WU
KOTHUTHBHBIX HapyIIeHHI, O KOTOPBIX MBI TMOAPOOHO TOBOPWIM B Hadaje
Oponropsl.
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Kopa ronoeHoro mosra

Turnoxamn

Monocaroe Teno (xsocraroe KAPO + CKopnyna)

P A=
_ ol >

Pucyuox 7. Pacnonoosicenue nonocamozo mena é 20,106H020 mo3sze.

JHK-guarnocruka
M MeIMKO-TeHeTuYecKoe KOHCYJILTHUPOBaHUE ceMeii,
OTATOIMEHHBIX 00JIe3HLI0 'eHTHHTTOHA

OTkpeITHE T€Ha, OTBETCTBeHHOro 3a bI', mo3Bommio paspaborath
OTHOCUTEJIbHO MNPOCTBIC W BBICOKOTOYHBLIE MCTOJbI JUArHOCTUKU HOCHUTEILCTBA
MyTallMik 3TOTO 3a00JieBaHUS, OCHOBAaHHBIE HA COBPEMEHHBIX MOJIEKYJISPHO-
reHeTuyeckux TtexHosorusix. Jnst mposeaenus [IHK-numarnoctuku poctaToyHO
B3iITb KpoBb (perke JHK BeImenmseTcs W3 KIETOK, COACPXKAIIUXCS B CIIOHE)
MaIFieHTa WIK POJCTBEHHUKA W3 TPYHNBI pucka. [IpoBeneHune aHann3a OOBIYHO
3aHMMAaeT OKOJI0O JBYX Helenb. JlumarHoctwka 3a0oJeBaHHS OCHOBaHAa Ha
ONPEJEIICHUN JJIMHBl y4acTKa T'eHa FeHTUHITHHA, conepkamero CAG-oBTOpLL, C
TouHbM (+ 1 mMOBTOpP) MOACYETOM HX KOJIMYECTBA. BeEpOSTHOCTh OIIUOKU
MIPaKTUYECKH UCKITIOUEHA.

JAHK-gumarnoctuka BI, kak u mo0oro JApyroro HacleACTBEHHOTO

3a00JIcBaHMs, SIBJISICTCS OCHOBOM CHCTEMBI MeIUKO-TeHEeTHYECKOro
koHcyabTHpoBanuss (MI'K), mnpencraBmsromero  co0oii  0COOBIM  BHI
CIeNHaATU3UPOBAHHOM MEJIHMIMHCKOM TIOMOIIIH, HarpaBJICHHbIN Ha

MIPEeAyNpexXACHUE MOSBICHNUS MOBTOPHBIX CITydaeB HACJIECACTBEHHBIX 3a00seBaHUI
B OTATOHmEHHBIX ceMbsix. Ocoboe 3Hauenne MI'K mpmobperaer mpu Haim4uu B
CeMbe TOKEIBIX U ITOJTHOCTHIO HEM3JICUMMbBIX Ha CETOMHSIIHMI eHb 3a00JIeBaHui,
noxo6ubix BI'. MI'K Brinrouaer B ce0s1 HECKOJIBKO OCHOBHBIX 3a/1a4:
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— YCTaHOBIECHHE TOYHOTO AWArHo3a M THIIA HACIECIOBaHHS 3a00NEBaHMS B
KOHCYJIbTUPYEMOU CEMBE;

— pacuéT TEeHEeTHYECKOr0 pHCKa y KOHCYIBTHPYEMBIX POICTBEHHHKOB,
BKJIOYasi (10 BO3MOXKHOCTH) TOYHOE YCTAHOBJCHHE HX T[E€HETHYCCKOTO
craTtyca C HOMOIIBIO METOJIOB JHK-nuarsocTukm
(mpecuMITOMaTHYECKOE, WITH PEAUKTUBHOE, TECTHPOBAHIE);

— ompeieieHHe IPOTHO3a MOTOMCTBA M OIpelelieHHe  Hauboliee
a¢pexTuBHOTO criocoba MPo(UIAKTUKH HOBBIX CilydaeB 3a0ojeBaHHS (B
TOM 4YHcie ¢ nomomblo mnpeHaTansHOM JIHK-muarsoctuxku mmmona Ha
paHHUX CpoKax OepeMeHHOCTH UM c UCTIONB30BaHUEM
MPEUMIUIAHTAI[MOHHOW T€HETHYECKON THarHOCTHKH);

— OOBSCHEHHE KOHCYJbTUPYEMBIM JIMIAM CMbICIa MOJYYSeHHOH U
MPOAHATM3UPOBAaHHON MH(OPMALIH;

— IOMOHIb KOHCYIBTHPYEMOW CEMbE B PpEIIEHHWH UEIOro psAfa APYrHx
BONPOCOB, KAacaloIIUXCA IUIAHUPOBAHUSA JKU3HHU, PENPOAYKTUBHOIO
HNOBEJEHHA M  BO3MOXHOCTH  JETOPOXKIEHHUS, ICHXOJIOTHYECKOU
HNOJEPIKKH, COLIMAIbHON aJanTaluu U T.[.

Tounas mocraHoBka amarHo3a bI' sBiseTcs mepBBIM HEOOXOAMMBIM
staniom MI'K st oOpatuBIierocs 3a mMOMOIIBIO JIKIA (CEMBH). DTOT 3Tall MOXKET
OCYILECTBIIATECSI BPAauYOM-HEBPOJIOTOM, BPauOM-T€HETUKOM MEIUKO-T€HETHUECKOH
KOHCYJIbTallMU JIH00 (B uieaie) KBaIM(UIIMPOBAHHBIM CIIELUAIMCTOM B 001acTu
KIIMHUYECKOW HeWporeHeTHku. IIpaBuiIbHO NpOBEAEHHBIN aHAIU3 POJOCIOBHOM
MO3BOJISIET BBIJIEINUTH B KOHCYJIBTHPYEMOI CEMbe TaK Ha3bIBAEMYIO IPYNIY PHCKA,
KOTOpas U sBisgeTcss ocHOBHBIM 00BekTOoM MI'K. Ilog rpymmoii prcka MOHUMArOTCS
POACTBEHHUKH OOJILHOTO, KOTOPHIE B COOTBETCTBHH C ayTOCOMHO-JOMHHAHTHBIM
TUIIOM HAClI€ZIOBaHMs MOTYT SIBISITBCS HOCUTEISIMU MYTaHTHOro reHa bI' u nMeror
BBICOKHH PHCK 3a00JIETh JaHHBIM HACJIEACTBEHHBIM 3a00JICBAHUEM WM TepenaTh
MyTaHTHBIM reH notoMmctBy. Ilpu BI' k rpynmne pucka oTHOCAT neTeil mauueHTa, a
TaKKe ero OpaTbeB M cecTép: AN KKIOTO U3 ITHX JIMI HPU POXKICHUH
TEOPETHYECKUH PHCK YHAcleloBaTh MYTaIllMi0 U 3a00JieBaHHE COCTaBISET, Kak
O0TMeuaock Beie, 50 %.

B ®I'BHY «Hayunslit nieatp HeBposiorun» (panee — HU HeBpomorun
PAMH) (r. MockBa) pa3paboTana crpoitHast u 3¢ dexrunast cucrema MI'K cemeid,
oTsroméHubiX bI'.  JlaHHBIM 3a0oneBaHMEM COTPYAHMKH HaydHOro 1eHTpa
HEBPOJIOTHH (B T. Y. 5-T0 HEBPOJOrMYECKOTO OTIEJCHHUs) 3aHnMaroTcs cBbime 50
ner. 3a 310 Bpems coOpaHa oOmmpHas 0a3a JaHHBIX ceMei, crpanatomux b, B
KOTOpYyIo BXozsT okoJio 400 cemeii u3 Poccun u npyrux crpan CHI'. C 1994 r. (0
€CTh CITyCTSl BCEro IO IOCJE€ OTKPBITHS TOYHOM CTPYKTyphl reHa BI') Ha Gase
JHK-naboparopuu otnenenusi BrepBsle B Poccun HadaTo INpoBENEHUE NPSIMOM
JHK-muarnoctukun BI'. B Teyenme mnocnennux ner JHK-amarnoctuka BIT
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OCyIIECTBIISICTCA B Hamied J1abopaTopuy METOAOM (ParMeHTHOTO aHalu3a —
MPOCTBIM M TOYHBIM JHArHOCTHYECKHM ITOIXOAOM, HCHOIB3YEMBIM C TOHM LEIbIO
BO BCEM MHDE.

MI'K npu BI' ocymecTBisieTcss B COOTBETCTBUM C MEXAYHapOIHBIMU
MIPOTOKOJIAMH, aTaTUPOBAHHBEIMH C YIETOM poccuiickoi cnennduku. Ha nepom
JTame mpoBoAuTCsA Oeceqa € wWieHaMH OOpPAaTHBIICHCS 3a IOMOINBIO CEMBH C
TIIATEBHBIM aHAJM30M CEeMEHHON pojocioBHO#. [IpoBomuTcs MOAPOOHEII
KJIMHUYECKHH OCMOTp OOJBHBIX MAalMEHTOB W 3JO0POBBIX POJCTBEHHHKOB U3
rpynnbel pucka. Kak mnpaBmio, Ha3HayaroTCsl JOIOJHHUTENBHBIE 00CIEIOBAHMS
(MarHUTHO-pe30HaHCHasi TOMOTpadusl TOJOBHOTO MO3ra, OLEHKa 10 Pa3IMYHBIM
IiKajaM ¥ 1p.), MOMOTAONINe Bpady OLEHUTh COCTOSHHE TOJIOBHOTO MO3ra,
amsITh, BHUMaHHE, HMOIMOHAIBHOE COCTOSIHME dYenoBeka. Jlanee oOBscHsAETCS
ponb u Bo3MokHOcTH JIHK-AMarHoCTHKM Ui MOCTAHOBKHM TOYHOTO AHMArHO3a Yy
OOJIBHBIX U OTIPEJICTICHHUS BO3MOXKHOTO HOCHTENbCTBA MyTaHTHOTO TeHa bl mumamn
13 TPYIIBI PUCKA.

JHK-guarHocTuka y KJIMHHYECKH 3/10POBBIX POJACTBEHHUKOB
O0oabHbIX ¢ BI' mpoBoguTcs MCK/IIOYUTENBLHO Ha J00pPOBOJIBLHOH OCHOBe €
NpPeABAPUTEIBHBIM 3aM0THEHHEM MMH HH(OPMHPOBAHHOIO COIJIACHS IOCIIE
NMOJYy4YeHHs] BCeX pa3bsiCHEHHH OTHOCHUTEJLHO mNporHocruyeckoro JIHK-
TecTupoBanus. Crenuanuctel, npoBojsuie MI'K, B cBoro ouepenp, o0sA3yroTCs
co0umo1aTh KOHpHIEHIUATbHOCT pe3ynbTaTtoB JIHK-TecTipoBanus B OTHOICHUH
TPEeThUX JIMI], BKIO4as paboTtomarens. Kpome 3Toro, yjumaM U3 Ipymmsl pucka
BCerja MpeIoCTaBIIAeTCS JOMOIHUTENFHOE BpeMsl emé pa3 MoAyMaTh M B3BECUTH
Juisi ce0si BCe 3a M NPOTHB NOJyYEHUS HHGOPMALMH O CBOEM T'€HETHYECKOM
cTaryce. DTO CBA3aHO C TEM, YTO B Psjie CIIydaeB YEIOBEK, ITOJIyIHB HHPOPMAIHIO
0 HOCHTENIbCTBE T'€Ha TSDKEIOro HACHEICTBEHHOTO 3a00JIeBaHUS M HEN30€KHOM
pazsutun BI' B ompenenéHHOM BO3pacTe, MOXET HWCIBITaTh CUJIbHEHIINN
MICUXOJIOTHYECKUIT cTpecc. MBI cTapaeMcsi B 3THX CIy4asX OKa3bIBaTh BCAYECKYIO
TICUXOJIOTHYECKYIO TIOAJIEPKKY, TOJTHOCTHIO COOJII01asi IPHHIUIT JOOPOBOJIHLHOCTH.
B TO e BpeMs, MHOTHE POJICTBEHHUKHU IMAIIEHTOB M3 I'PYMIBI PUCKA CTPEMSATCS
caenats cebe JJHK-tecTipoBanne, 4ToOB! MOTYyIUTh MOA00HYI0 HH(OPMAIIHIO, TaK
KaKk OHH CYHTAlOT, YTO MpPH OTOM CMOTYT JydYlle CIUIAHUPOBaTh CBOIO
MTOCTIE YOO KHI3Hb U )KU3Hb CBOCH CEMBH.

B cnygae momydeHWs JHIIOM U3 TPYIIBl PHUCKA IOJIOKUTEIHHOTO
pesynsrata JIHK-amarmoctukm (T.e. mpH BBIIBICHHH HOCHTENbcTBAa reHa bBI)
NIPOBOANTCS 10JIpo0OHast Oecena ¢ COOOIIEHNEM PUCKa Mepelayd MyTaHTHOTO T'eHa
HOTOMCTBY. B psAge ciaydaeB BO3MOXKHO mpoBereHue mnpeHaransHoil JIHK-
JIMarHOCTHKH IIJI0/Ia HAa PaHHHUX CPOKaxX OEPEeMEHHOCTH, T. K. NPU HOCHTEILCTBE
narosorndeckoro rera bI' oqHuM U3 poauTeneit puck yHacienoBaTh 3aboieBaHue
s Oynymero pebénka cocraBiseT 50 %. IIpenarampras JJHK- muarHocTrka
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npoBogutcs aubO0 Ha cpoke 9—10 Hemems (mo 12), mubo BO BTOpOM TpHMeECTpe
O6epemenHoctn (B 17-18 Hemenp). B mepBoMm cirydae BBIIONHSETCS OWOIICHS
XOpHOHa (IUIAIICHTHI), TPH 3TOM BCET/a CYIIECTBYET OIPENENEHHBIH PHCK
HeBeIHAaMMBaHus Oepemennocti (1,5-2 %). OmHako B ciydae HEOOXOIMMOCTH
TpephIBaHus OepeMEeHHOCTH (TIPH BBISIBIICHIMH HOCHTEIbCTBA reHa bl mmomom) ero
MOJKHO OCYIIECTBUTh MaKCHMAaIIbHO 0e30macHeIM criocobom. [Ipu nuarHoctuke Ha
no3aHux cpokax (17-18 Hemenb) B KauecTBe Marepuaia ISl HCCIIETOBAHUS
Oepércst OKOJOIUIOAHAS JKUAKOCTh MyTEM NPAKTHYECKH O€30MacHOM ITyHKLUH
wiogHoro my3sips. Pesynprarsl JIHK-nuarHocTuku npu aToM HanéxHee, OJHAKO
Ha 3TOM CpOKe OEpeMEHHOCTH BO3MOXKHOE €€ MpEepBhIBAaHHE COINPSDKEHO C PSIOM
TPYIHOCTEH, TaK KaK HEPEJKO NPUXOJIUTCS BBI3BIBATh HCKYCCTBEHHBIE POBL.

JHK-nnarHoctuka W mpepblBaHHE OEPEMEHHOCTH M0 MEIULIUHCKUM
MOKAa3aHWsIM BO3MOXHBI Ha CpoKax a0 25 Hemems. MbI Bcerga naéM TpaBo
CEeMEHHOW Tmape caMoW pelnaTte, OCTaBUTh JI OCPEMEHHOCTh B CIydae
nonoxurenpHoro pesynbrata JJHK-tectupoBanmsa. Ilpu HeOonbImol BeawmdmHEe
CAG-skcmancun BI' pa3BuBaercss B 3peioM BO3pacTe, MPENOCTABISISI HOCHTEIIO
MYTaIll HECKOJBKO JCCATHICTHH A aKTUBHOW, MOJHOIICHHOM JKM3HHU, a TakKXkKe
OCTaBJIAS pEaNbHBIN IIAHC JOXHTH IO MOTEHIMAJIHHOTO BHEIPCHUS B TPAKTHKY
3G GEKTUBHBIX METOAOB JieueHus OosesHu. OJHAKO MBI HACTaWBaeM Ha
npepbiBaHUK OSpEeMEHHOCTH B Cllydyae MHOTOKPAaTHOW OTIIOBCKOM mepenaud B
ceMbe W Hanuuus Oounbiioit skcnancuun CAG-noBropoB (6onee 60), Tak Kak mpu
3TOM y peOEHKa HEU30EKHO pa3BUTHE TsDKEICHINEH OBEHUILHOW (HOpMEI
3a0o0JeBaHuUs.

CoBpeMEHHBIM TIEPCIIEKTUBHBIM METOIOM MEPBUYHON TMPO(MIaKTHKH
nepenaunn bI' W3 TMOKOJEHHWS B TOKOJEHHE SIBISETCA TPSHMIDIAHTAIIHOHHAS
reeruueckas gumarnocruka (IITJ]; amrm. PGD — preimplantation genetic
diagnosis). ust mpoBenenuss III'J[ y IKSHIIMHBI CTUMYJIUDPYIOT OBYIISIHIO
(co3peBanue SIHMIEKIETOK) U MOJYYAlOT CPa3y OKOJIO 7—8 SIUAIEKIETOK, KOTOpbIE
OILIOZIOTBOPSIOT B TaOOPATOPHEIX YCIOBUAX criepMaTo3onaamu naptaépa. OOsIHO
Ha 5-e CYTKH OIIIOIOTBOpPEHHAS SIUIEKIIETKa yXKe MOoJIeiiIack ¢ o0pa3oBaHueM 6—8
0co0bIX KIIeTOK (OsmactromepoB). Ha 3ToM 3Tame mpoOW3BOAMTCS OHOICHS 3THX
KJIETOK M MX aHaJIN3 Ha HOCUTEIhCTBO MyTanmu bI'. JlanHas npoieaypa oObIYHO HE
HapyllaeT JaJbHEWIIero pa3BuTHs 3MOpHoHa. VIMIIaHTauus 3apojibliia B MaTKy
MIPOM3BOUTCA TOJBKO IOCIIE UCKITIOYEHHS Y HETO HOCHTENIHCTBA MYTAaHTHOTO T€HA,
MO3TOMY HWCXOJ OEpPeMEHHOCTH CTAHOBHUTCS OJHO3HAYHO OJAarONpHSTHBIM C
TeHETHYECKON TOUKHU 3PSHHSI.

Crnenyer TOAYEPKHYTb, YTO, B COOTBETCTBUM C TpPeOOBAaHHMAMH
MEKIyHapOIHBIX IPOTOKOJIOB, Mbl He mpoBoanM JIHK-TecTupoBanue 310poBbIM
AeTAM M3 IPyNNbl PHCKA MO NPock0e MX POAMTeJel 10 AOCTH:KeHHS MMM
Bo3pacTa coBepuieHHoJeTus1 (18 jer). DT0 nemaercss ¢ LENbIO 3alIMTHI MPaB
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peO&HKa, TaK KaK OTMEYAIINCh MPEIECACHTH YIIEMJICHHS €T0 MPaB POAUTEISIMHU TIPH
MONyYCHHH WMHU WHPOpPMAIUU O HOCHTEIhCcTBE pebéHkoM Mmytarwm BI'. HOHBIM
TPaXAaHUH [OJDKEH CaM CO3HATEIbHO NPHHATH PEHICHHE O HE0O0XOJHMMOCTH
npoxoxxaerns npouexaypsl JHK-nmuarnoctukn 6e3 kakoro-mmbo Ha)KMMa M3BHE CO
CTOPOHBI POJCTBCHHHUKOB, BKIIo4Yas poaurencil. VckmodeHue, OmATh IKe,
COCTAaBIISIIOT CiIy4yau OBEHWIbHOH BI'.

ITocne moctaHOBKM TOYHOTO AuarHosa u 3aBepuieHus JHK-nuarnoctuku
B KOHCYJIbTUPYEMOW ceMbe, OTsroméHHoii mo BI, pabora c cembéii He
3aKaH4YMBaeTCs. TecTHpyeMbIM JIHLIAM BBIAAETCA MOAPOOHOE THUCHMEHHOE
3aKII0oYeHre. MBI MOCTOSHHO TOTOBBI pelllaTh BMECTE C WICHaMH CEMbHU JIHOObIe
BOTIPOCHI, Kacalollnecs TaHHOTO TKENOTro 3abosieBaHUs, OKa3bIBaTh BCSIUECKYIO
MOAJECPKKY U IOMOIb.

Takum oOpasoM, mnpu mpoBemeHun MIK MBI  mpuaepxuBaeMmcs
HECKOJIBKUX KJIFOYEBBIX MPUHINIOB, TAKMX KaK:

—  WH()OPMHPOBAHHOE COTJIACHE;

—  10OpOBOJBHOCTD;

—  KOH(HUICHINATHHOCTH;

—  TPUOPUTET UHTEPECOB KOHCYIBTUPYEMOTO JINIA U COOIIIOACHHE B ITOJTHOM
00BEMeE ero mpas;

- TMOCTOsAAHHAA TICUXOJIOTUYECKasd, MmpaBoBasd U MEAMIUHCKAA MOAACPIKKA Ha

BCEX oTanmax MCIAUKO-TCHETHUYCCKOTO KOHCYJIbTUPOBAHUA.

[IpuMeHsieMblii HAMHM TOAXOJ, SABJISIETCSI BaXXHEHIINM I1arOM K PELICHUIO
paznooOpa3ubix mpobiem mporaoctudeckoro JIHK-tectupoBanust mpu BI'. Ilo
Mepe BHEIPEHNUS B MPAKTHKY 3()(PEKTUBHBIX METOJIOB JICUEHHUS 3TOTO 3a00JICBaHUS,
npunnunsl MIK, HecomHeHHO, OyayT moaBepraTbes YaCTHYHOMY HepecMoTpy. B
yacTHOCcTH, nporHoctuueckoe JIHK-recrmpoBanme Oyner Hocute —Ooree
HACTOSATENbHBIH W WMIIEPATHBHBIH XapakTep, MOCKOIBKY MaKCHMalbHO paHHEe
BBIIBJICHHE AaCHMITOMHBIX HOCHTENICHl MYTaHTHOTO T€Ha CTaHEeT KIIOYEBbIM
(axTopoM i1 Havasa MPOPHIAKTUIECKOTO JICYEHHS U TIPEJOTBPAILCHUS PA3BUTHS
0ose3Hu B Oyaymiem.

Jleuenue 6oJ1e3uu I'eHTHHITOHA

Ha mporspxkennmn mHoTmX necstwiernid BIT cumramace ¢aTadpHBIM U
HEH3JICYMMbIM 3a00JieBaHreM. Kak oTMedanoch BBIIIE B HCTOPHYECKOM 0030pe, B
CTapuHy MPUMEHSIIUCHh Pa3IMYHbIC METOJABI BO3JICHCTBHSA Ha 0OJNE3Hb U OOJBHOTO
— OT «U3THAHUA OECOB» IO PUTYAIBHBIX IUISACOK. [locie onucanus 3a00eBaHUS B
XIX B. Takke TPUMECHSUTUCH pPa3lIMYHBIC METOJBI JICUCHUS, BKJIFOYAs CPEICTBA
TPaIUIMOHHON HAPONHOW MEIUIMHBI, IMOJYaC BeChbMa JK30THYCCKHE W
HeOe30macHbIe IS MMAlMeHTa, HO BCe OHU ObLTH He()()ECKTHBHEI.
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IManueHTBI W 4YIEHBI HMX CEMEW YacTO MHTEPECYIOTCS B OTHOLICHHH
3¢ GEKTUBHOCTH TEX WM WHBIX CPEICTB JICUCHHMS, BKIIOYAs METOIBI HAapOIHOMN
MEIUNUHBI, (uTOTEepanmmio, pasiMYHBIE METOABl BOCTOYHOW  MEIWIMHBI,
romeonatuy U T.4. OOnanas COBPEMEHHBIMH 3HAHUAMH O TCHETHUECKOH MpUpoJIe
3a00mMeBaHMs M MEXaHW3Max €ro pasBUTHS, MBI MOXEM KOHCTaTHPOBAaTh
Hed(pPEeKTUBHOCTE MOJABISAIONIETO OONBIIMHCTBA TOAOOHBIX METOIOB JIedeHHA. B
HEKOTOPBIX CIIy4asiX MOXKET OBbITh JOCTHIHYT BPEMEHHBIH OOIIeYKPEIUIIOIUMA
3¢ deKT, KOTOpbli MOXeT OBITh cB3aH C 3(Q(EeKTOM CaMOBHYLICHUS H
CyOBEKTHBHOW YBEPEHHOCTH B NPUMEHSEMOM METOJE, OJHAKO TIpH OTOM,
6e3yCI0BHO, HE OKa3bIBAECTCSl HUKAKOTO BO3JEHCTBUS Ha MOCICACTBUS MYTallUd B
rere bI" Ha 4-i1 xpoMmocome.

K coxanenmnio, HepeAKO NAalMEHTHl M UX POACTBEHHHUKH YBIICKAIOTCS
NOAOOHBIMM METOAAMH JICUCHHS W YIYCKAlOT BpeMs, KOIZa MOXHO Ooiee
3¢ PEKTUBHO CKOPPEKTUPOBATH UMEIOIINECS CUMITTOMBI BT

XoTuM emé pa3 MOAYEPKHYTh, YTO B HACTOSAIIEE BPEMS CPEICTB MOIHOTO
u3JIeueHNs 3a00IeBaHus He cymiecTByeT. [IpuMenseMble COBpeMEHHBIE MPEerapaThl
HanpaBJeHBl, B IIEPBYIO OdYepeAb, HA OOJErdyeHue COCTOSHHSA OOJBHBIX,
YMCHBIICHHE HACHIIbCTBEHHBIX JBW)KEHUH, @O BO3MOXHOCTH CMATYEHHE
NCUXUYECKUX M HUHTEIUICKTyaldbHBIX HapyuieHudl. Ilpu 3ToM mnpumeHsemoe
KOMILIEKCHOE (MEIUKaMEHTO3HOe M HeMeInKaMeHTO3Hoe) nedeHue bI' mo3posser
B psAlc ClIyyaeB MPUTOPMO3HUTH pa3BUTHE 3a00J€BaHHS U YIYULIUTh KauecTBO
JKU3HH MAI[EHTOB.

Cnemmamucramun  OI'BHY  «HayuHblif  LeHTp  HEBpOJOTMH» IO
JIBUTATEIIbHBIM ~ pacCTPOMCTBAM,  HACIEJICTBEHHBIM U JE€r€HEpaTHBHBIM
3a00JICBaHUSIM HEPBHOW CHCTEMBI NPUMEHSIOTCS OOIIEMHPOBBIE MOAXOABI K
nedenuro bl

Jnst yMeHbIIEHUS HAaCHIbCTBEHHBIX IBIDKCHHH B Tele (ITMIEPKHUHE3O0B),
yale BCEro, NMPUMEHSIOTCS MpenapaTsl W3 IPYMIbl ATHUIWYHBIX MM TUMHYHBIX
HeHpoJIenTUKOB (OJNIAH3AIIMH, apUIMIPA30Jl, CYIbIIUPH], THAPHUI, TaJOHepPUIoN).
ITpuém momo6HBIX IpenapaToB CHOCOOEH CYIIECTBEHHO YMEHBIINTh XOPEHYECKUe
THIIEPKUHE3bl Y TMAllMEHTOB M YIYUYIIMTh UX CAMOYYBCTBHE. J[pyrHM IIpernaparoM,
CTaBUIMM JOCTYIHBIM U B Halllel cTpaHe AJis1 Koppekuuu xopeu npu BI', sBisgercs
TeTpabeHasuH. HeoOXomuMo OTMETHTh, YTO OTH TNpenapaTsl HMEIOT CBOH
MOKA3aHMSA W TPOTHUBOMOKA3aHUS M JOJDKHBI HAa3HAYATHCS TOJIBKO METUIIMHCKHUM
CHETIHATHCTOM.

Jis nedeHust HapylUIeHUI CHAa U AENPEeCcCUH NMPUMEHSIOTCS COBPEMEHHBIE
3¢ QeKTUBHBIE CHOTBOPHBIE TIIpemaparbl W aHTHAenpeccaHTsl. Koppekius
HNCUXUYECKUX PACCTPONUCTB MPOBOAUTCS MPU YUACTUH CIELUATUCTOB-IICUXUATPOB
MyTEM Ha3HAUYEHUSI COOTBETCTBYIOIIMX COBPEMEHHBIX JIEKAPCTB.
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Koppekuust KOTHUTHBHBIX HapyHIEHHH MOXET IPOBOAUTBCA KAk
Ha3HA4YECHHEM JIEKaPCTBEHHBIX NPENapaToB (HAIpHMep, MEMAaHTHH, PUBACTUTMUH H
psn ApYruX), TaK U CHCTEMATHYECKHUMHU 3aHATHSAMHU IO TPEHHPOBKE MAMSITH H
MbIIeHUs.. CTOMT OTMETUTD, YTO B HACTOAIIEE BPEMsI CYIIECTBYET HEMAJO B T. .
NIEKTPOHHBIX TNPHUIOKEHUH Ul IUIAHIIETOB M Tesie(OHOB, HANpPABICHHBIX Ha
KOTHUTHBHYIO TPEHHPOBKY.

BesycnoBHO, OmaroTBOpHOE BO3ICHCTBHE HAa TEUCHUE 3a00JICBaHUSA
oKa3bIBaeT OnarompusTHas armocdepa B cCeMbe, OTCYTCTBUE CTPECCOB H
IICUXOOMOLIMOHAIBHBIX ~ MEpPEerpy3ok. POACTBEHHUMKM  DIALMEHTOB  JOJIKHBI
0CO3HaBaTh, YTO BO MHOTOM OT MX ITOMOIIH 3aBUCHT Ka4ECTBO YKU3HU MX OJIM3KHX,
CTPAJAIONIIM 3THM TSKEIBIM 3a00JIeBaHHEM.

Crenyer ynenaTh BHUMaHHe M TNUTaHWio0. [luma nomkHa OBITH, IO
BO3MOXKHOCTH, Pa3HOOOPa3HOW: MsCO, pbIOa, MOJIOYHBIE NPOIYKTHI, OBOIIH,
¢pyxTel. XenarenpHO HE YBIICKAThCS >KapEHBIMHM MPOIYKTaMH — JIydIlIe BCETO
3aleKarh WIM FOTOBUTH Ha mapy (A7 MaKCHMAJIBHOTO COXPAaHEHUS IHTATENbHBIX
BemecTB). [InTanne MOomMKHO OBITH HE MEHEe TPEX pa3 B CYTKH (a MHOTAA U Yalle).
Ha onpenenénnom srane bl manueHTs MOTyT HAUHHATH HEKOHTPOIUPYEMO TEPATH
Maccy Tena (XyZeTb), 4yTo TpeOyeT yBeNMUeHHsS KIOPHHHOCTH pamuoHa. Kpome
TOTO, TMPH JUIUTEIBHOM IPOrPECCUPYIOLIEM TEYEHUH 3a00JIEBaHUSI U TIOSBICHUU
rpyObIX HapyIIEHWH TJIOTAaHHUS C YacTBIMU IONEPXUBAHUSIMHU HEOOXOJMMO
00eCICUnTh KOPMIICHHE H3MENbUEHHON WIIM JKMIKOW mumied (MHOTIa M uepes
30H1). JeranpHo ocobeHHOCTH nUTaHus npu BI' ocBeleHs! B HalleH CreuanibHOM
OpoIiope 1o dTol Teme.

OmHUM W3 KIIOYEBBIX MOMEHTOB B MOAJAEPKAHUM MAKCHMAJIBHO
BO3MOYKHOTO (usmuecKoro Onmaromoiydust  SABIAETCS — HMHAMBUAYAIbHO
aJlanTHpOBaHHas JO3MPOBAaHHAs eXeJHEeBHas (HU3MUYecKas aKTUBHOCTb. B
OpraHM3aliK TOociaeHed OoJbIIast Posib NMPUHAUICKUT PErYIISIPHBIM 3aHATHAM C
¢du3HYeCKNM TeparneBTOM (MHCTPYKTOPOM IO (PU3MUYECKOI KyJIbType), KOTOPBIHA
crenuan3upyercss Ha paboTe ¢ MalMEeHTaMH C JABUTATEIbHBIMH HapyIICHUSAMHU.
JKenaTensHO IpU 3TOM HCKIIOUUTH TSOKETBINA (U3MUECKUIl TPYyO HA IMPOU3BOJICTBE
U IoMa, 0COOEHHO, TsKENBIe JadHble paboThel. B mpuHIume, pabota marieHToB Mo
JIOMy TPpUBETCTBYEeTCS, HO OHA HEe JODKHAa OBITh m3MathiBaromiei. Iloie3Hst
IIPOTYJIKU Ha CBEKEM BO3[yXe, B TOM YHCIIE B JIECONIAPKOBOU 30HE.

HecoMHeHHO, 4TO HOBEWIINE IOCTMKEHHS MOJEKYSIPHOW OWOJIOTHH U
MEIWIUHBl CHOCOOCTBYIOT TOHMCKY 3((EKTUBHBIX CpPEACTB JICUECHUS TSDKEIBIX
HacJeJCTBEHHBIX 3a0oyieBaHUil. B Hacrosiiee BpeMsi Mbl SIBJISEMCS CBHUIETEISIMH
YHHUKQJIBHBIX COOBITMII B HaydyHOM MHpe: HAOIIOJaeTcsl BCIUIECK Pa3BHUTHSA
WHHOBAIIMOHHBIX TOJAXOAOB K JICYEHHIO HACJEICTBEHHBIX 3a00JI€BaHMH, B TOM
yuciae u BI'.
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MexnyHnapoaHast accounanus 60Jie3Hu 'eHTUHITOHA U
OO01ecTBO MOMONIY NMaleHTaM ¢ 0oJie3HbIo [lapkuHcoHa,
00J1e3HbI0 ' eHTHHITOHA
M APYTrUMH UHBAJIMIM3UPYIOLIMMH paccTpoiicTBaMu ABUkeHUil B Poccuu

Mexaynapoanas accormanuss 1o BI (International  Huntington
Association — IHA), Obuta ocHoBana B 1977 r. B Heé Boumum, Hapsgy c
HEBPOJIOTaMH, T€HETHUKAMHU, TICUXO0JIOTaMU U CTEUATUCTaMHU 0 ITUKE, MalUeHTHI
W YICHBI WX ceMell. Accoluanus OpeicTaBsieT co0oi HempodecCHoHATbHOE
o0BemMHeHNE JOOPOBOIBHBIX HAIIMOHAIBHBIX OOIIECTB MOMOIIU ceMbsiM ¢ Bl m3
Oonee, yem 30 ctpaH mupa (B ToMm uncie u u3 Poccun). B Hactosmee Bpems IHA
SBIISICTCS BEChbMa BIHMATEIBHOM OpraHM3amnueidl cO 3HAYUTEIHHBIMA (PHHAHCOBBIMH
BO3MOXKHOCTSIMH,  OOecneyuBaromell  MONACPKKY  BaXKHEHWIINX  HAYIHBIX
HCCIICIOBaHUN TI0 JaHHOMY 3a00JICBaHMIO, a TAaKXKe MPOBEACHHUE MEXIYHAPOIHBIX
CEMHHAapOB W HaydHBIX (OpyMOB, NOCBAMEHHHIX mpodmeme bBI. Ilom eé
MOTIEYUTENILCTBOM OPTaHU3YIOTCS W TIPOBOJSATCS BCEBO3MOXHBIE CBHE3AbI H
KOHTrpecchl Bpayel, nanueHToB ¢ bI' M 4jieHoB uX ceMel, a TakXke CHOpPTUBHBIE,
KYJIETYPHO-MaCCOBBIC MEPOIIPHUSATHUS, BO BPeMsi KOTOPBIX LAPUT T0OpOKeIaTeIbHas
1 HenpuHYXEHHas aTMochepa. Bcé nemaeTcst i1t TOro, 4To0bl YKPEMUTh B JTHOISIX
BEPY B BO3MOXKHOCTh NMPOTHBOCTOSAThH TSHKEIOMY HEIYTy M BCSUECKH OOJIErYUTh UX
JKU3HB. Takke OKa3bpIBacTCs MMOMOIIG B OPTaHU3aIMU MOJOOHBIX MEpPONIPHUATHH Ha
HAIIMOHATbHOM W PETHOHANFHOM YpOBHSAX. Bcs HeoOxoammas wmH(boOpManus B
OonpmoM 00BEME JOCTYIHa B HMHTEPHETE HAa COOTBETCTBYIONIMX Beb-calTax
(www.huntington-assoc.com, hdfoundation.org u gp.). CymecTByer TaKxe
Esporeiickas Acconumanus mo BI' (EHA — eurohuntington.org), npecnieayromiast
Te ke nenu, uro u IHA, u Monoaéxuas opranuzanus no bI' (HDYO — hdyo.org),
0o0BeANHSIONIAas MOJIOAEKD, CBA3aHHYIO 0011Iei mpodieMoit — 60prboii ¢ bl

B 1995 r. na 6a3e Heifporeneruueckoro otaenenus ['Y HUUM wesponoruu
PAMH (#piHe — ®I'BHY «HayuHblli LEHTp HEBpOJIOTHHY») ObUIa cO3[aHa
Poccuiickas acconmarus no bI', maTerpuposannas B ctpykrypy IHA u EHA n
sBIIsTroIasicsl actbio OOIecTBa MOMOMIM ManueHTaMm ¢ 0oje3Hbio [lapkuHcoHa,
Oone3npto ['€HTUHITOHA W JAPYTUMHU WHBAIAIU3UPYIOMUMHU PacCTPOHCTBAMU
nBkeHuit B Poccuu. B ornmume oT 3apyOeKHBIX aHAJIOTHYHBIX OpPTaHU3aIUi,
poccuiickas ~ Acconmanus ~ObDIa  HM3HAYalbHO OCHOBaHA  MEIMIMHCKUMHU
CHCNHANTNCTaMH, OMHAaKO cmycTs 20 ner Omaromapsi TOAKIIOYCHHIO K pabote
uentpa «Pemkue Jlrogm» mamuentckas opranmzanus o BI' B Poccun cranma 6osee
He3aBUCHMOM. Kak oTMeuaioch BbINIE, HA OCHOBAHHMH MTOJYYSCHHOTO OMBITA PaOOTHI
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Acconnanueii oTpaOoTaHbl COOCTBEHHbIE JITHYECKHE W  OpPTaHM3ALHOHHBIC
npuHuMIsl nposeaeHus MI'K B OTATOIIEHHBIX CEMbSIX.

st pa3paboTKy MEPCHEKTUBHBIX TEPANCBTHIECKUX METOIUK HEOOXOINM
9Tan KIMHWYECKHX HCCIEIOBAaHUN, MOAPa3yMEBAIOMINN H3ydeHHE HPUMEHCHHUS
TOTO WIM WHOTO JIe4eOHOTO ITOAXO0Ja y YeloBeKa. JTO TpeOyeT BKIIIOYCHHS B
KIMHUYECKUE HCCIECJOBAaHMS HAJUIS)KAIIEro KOJIMYECTBA YYAaCTHHKOB-HOCHTEINCH
myranuu BI', a Takke HalMuyue NOCTATOYHOTO YHCIA HCCIeNoBaTelel, XOpOIIo
3HAKOMBIX C OTHM HENpPOCTHIM 3a0oneBaHueM. boiee Ttoro, Hauboiee
palMOHAIBHBIM SIBIISIETCSl BKIIIOYEHHE B HCCIEJOBAaHMS TNalMeHToB ¢ Bl w3
NONYJIALMA pa3iNu4HBIX CcTpaH. Bce »3To Tpebyer co3maHusi TIN00ANbHOM
MEXAYHapOJHOH HCCIIeIOBAaTeNbCKOM IaThopMbl st Haubojee TIIyOOKOro
u3yueHHs dToro 3aboseBanus. Takod mmiardopmoii crama Espometickas
accormanus 1o mydeHuto BI' (European Huntington’s Disease Network —
EHDN; www.euro-hd.net/html/network/locations/russia/moscow). Ora
opranmzaiys 6buta co3nana B 2003 r. npu nmogiepKKe YJaCTHOTO HEKOMMEPUECKOTO
¢orna CHDI Foundation, Inc. 3a 10 mer u3 rpymmsl B HECKOIBKO YEIOBEK OHA
BBIPOCJIa JI0 KPYMHEHIIEro B CBOEM pOZIE HCCIEAOBATENHCKOTO OOBEANHEHNS,
BKJIOYAIOMIETO B Cce0S JECATKH HCCIIEAOBATENILCKIX LEHTpoB B EBpome, B ToM
gucie Poccuiickyro ®eneparmro. [log navamom EHDN Obuio peann3oBaHo U
IIPOBOJUTCS B HACTOSIIEE BPEMsI HECKOJIBKO KPYIHBIX MPOEKTOB, ABAa U3 KOTOPBIX
HMEIOT TEePBOCTETNICHHOE 3HA4YCHHE IS H3YYEHHUs eCTeCTBEHHOro TtedeHus bl
HabmonarenpHoe uccienoanue REGISTRY u ero oOHOBIEHHBIN MPOTOKON —
Enroll-HD. Takoii oxBat nomysnsiuu Hocureneit myraruu BT mopaxaet. B pamkax
REGISTRY 6pmio BrimroueHo OGomee 13 000 y4acTHHUKOB HCCIIEOBaHHSA, H 3TO,
Oe3ycioBHO, He npeaen. Hama crpana nprcoeJuHMIACh K 3TOMY HCCIIEI0BAHUIO B
2010 r. fdesremsHocTs EHDN B Poccuu xoopaumampyer k.M.H. Kiommankos C.A.
[epBEIit HccnenOBaTENLCKUAN HEHTp ObLT OTKPHIT B T. MockBe Ha Oaze ®I'BHY
«Hayunsli ieHTp HeBposlorun». B HacTosimiee Bpemst ero paboTy MOAIEPKUBAIOT
npo¢. Mmmapuomkua C.H., Begymuii Hay4HBIH COTPYIOHHK, K.M.H. KITfomHHKOB
C.A., k. M.H. BrmocieactBuu ObLIM OTKPBITHI JOIOJIHUTEIILHBIC IEHTPHI B Yde

(pyxoBomutens — mnpod. MarxkanoB P.B.), Kazanu (pykoBogurenr — mpod.
Sasmosa 3.A.), Boponexe (pykoBomutenb — K.M.H. Kyp6atoB C.A.) u Huxaem
Horropome (pykoBomurenb — JgokTop Hayk Amntunenko E.B.). Heob6xomimo

otMetuth, 4to EHDN sBnseTrcs He TONBKO TIATGOpPMON Ui HAyIHOU
JIEATENBHOCTH. DTO O0BEINHEHHUE AKTUBHO B3aUMOJICHCTBYET C OOIIECTBEHHBIMH
OpraHu3alusIMU MAUEHTOB, YYacTBYET B MPOBEIEHUU BCTped nauueHtoB ¢ bl u
YWIEHOB HUX CeMed ¢ MEeIUUMHCKUMHU crhenuanucramu. besyciaoBHO, 3TO
crocoOCTBYeT pacrpocTpaHeHuto nHpopmanuu o BI', BHeApeHHI0 KayecTBEHHOU
MEIHUIIMHCKON oMomu 00ipHEIM. Unensl cemeit ¢ BI' u3 Poccun Toke mpruHUMArOT
akTuBHOe y4actue B pabore EHDN, B T.4. B MpOBEACHUU IUICHAPHBIX BCTPEY B
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Croxromeme (2012 1.), bapcenone (2014 r.), Taare (2016 r.) u Berne (2018 1.).
bnarogaps  mnurensHOMy — corpyaHuuectBy EHDN ¢ poccuiickumu
uccliepoBaTeabcKuMy neHTpamu B 2014 1. Poccun ObUTO IPEAoKeHO YIacTBOBATh
B TaKMX KPYHHBIX MEXIyHapOOHBIX KIMHWYECKHMX HccienoBaHusax mo B, kak
PRIDE-HD, Open-PRIDE, LEGATO u GENERATION HD1.

OOmiectBo momommy mHanueHTam ¢ OonesHbio [lapkuHCOHa, OO0JE3HBIO
['eHTHHITOHA M APYIMMH HMHBAJIMIU3UPYIOIIMMH PAaCCTPOHCTBAMU JABHKEHUH B
Poccun cunTaeT cBoeH 1enbl0 BCECTOPOHHIO HH(POPMAIIMOHHO-00pa30BaTeIbHYI0
MOJJIEP)KKY TMAIMEHTOB M WX CEMEH, YeMy M CIy)KUT Hacrosmas Opolopa.
XKenarompe y3HaTh OONbIIE O NPOBOAUMBIX B HACTOSIIEE BPEMs HCCIIEOBAHHAX
no BI' (B Tom umcie, o HabmomatenbHOM wuccienoBanun Enroll-HD) moryr
obopatutbes k crnenuanuctaM PIBHY «HayuHblif 1eHTp HEBpPOJOTHM» WIH
MOCETUTh CTpanuily Www.euro-hd.net/html/network/locations/russia/moscow.
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