panbHOe rocyfapcTBeHHoe 6l0a)KeTHoe
Hay4yHoe yupexaeHue
"Hay4Hblli LeHTp HeBposiorum"

ABTOHOMHAasi HEKOMMepUecKas opraHmsauus
Me>xaAyHapoAHbIA LLeHTP NOMOLLM NalmeHTam
c oppaHHbIMUM 3a601€BaHNAMN

PEOKUE
00V

bonesHb ITEeHTUHITOHA

(MHbopMaLoHHasa 6poLutopa
4151 NALMEHTOB U Y1eHOB NX CeMein)




Tpemvakosa Mapuna Hukonaeena
T'enepanvuwiti oupexmop

ABTOHOMHAsi HeKOMMepYeckas opraHusauusi  MeIyHapoaHbIH
LHEeHTP MOMOIIY MANHEeHTaM ¢ oppaHHbIMHU 3a0osieBanusaMu «Peakxue Jloam» -
9TO MOMOIIb JIOJSIM, CTPAJAIOLINM PEAKAM IeHETHIECKUM 3a001eBaHIEM 00JIe3Hb
I'entunrrona.

OcHoBHO 3amaved LleHTpa siBisieTcss — okasaHue HMH(OPMAIOHHOM,
TICUXOJIOTUYECKOM U COLIMAJILHOM TMOJIEPKKH CEMBsIM ¢ OoJie3HbI0 ['eHTHHI TOHa, a
TAaK)KE€ HOpUANYCCKas TIOMOIIb B TOJMYYCHHU KAa4YC€CTBECHHOI'0 MCIUIMHCKOTO
O6CHy)KI/IBaHI/IH N JIbI'OTHBIX JICKAPCTBECHHBIX MPETIapaToB.

Lentp «Penkme Jlrogm» ¢ ycmexoM BBICTPaMBAaeT KOHCTPYKTUBHBIE
OTHOILIEHHS C MAMEeHTaMH, BpadyaMH, IPOU3BOIUTEISIMH JIEKAPCTBEHHBIX CPEJCTB,
oObeuHASL ~ yCWIMsA ~ NPEACTaBUTENEeH  OOMIECTBEHHOCTH,  Om3Heca |
aJIMHHUCTPATUBHBIX CTPYKTYp BO OJIaro MalHeHTOB, IS yIyYLICHHUs Ka4ecTBa UX
JKU3HU U BO UM KU3HH!

Cnennanuctsl Hamero LlenTpa rorossl npuiitu k Bam Ha momous!
Kontakter: 8-800-775-41-47, 8-495-151-81-69
http://orphanpeople.ru/
https://vk.com/idrarepeople
Bonesns ['entuaTrTOHA https://vk.com/club44060350



IpenuciaoBue

INepen Bamu weTBEpTOE M3NaHNE MHPOPMALMOHHOM OpOIIIOPEI 0 0OJIE3HU
I'entunrrona. bpomropa comepxur B cebe akTyanbHylo HH(opManuio o 0oiae3HH
l'eHTHHITOHA, HANMCAaHHYIO TOHATHBIM /IS HECHEIHANNCTa  S3BIKOM |
NpeAHa3HayeHa Uil NalWMeHTOB W WX POJICTBEHHHKOB. ABTOpPHI OpOIIIOPHI
HAJICIOTCS, YTO OHA MOMOXKET MOHSATH CYTh 3a00JIEBaHUS U PACKPOET BO3MOXKHBIC
MyTH TIOMOIIM CBOMM OJM3KMM JIFOASM, CTPAJAONINM JQHHOM IaTOJIOTHEH.
[IpencraBnenHnast 31ech MHGOPMALHs, BO3MOXKHO, TOMOXET TaKXe CIUIAHUPOBATH
CBOIO COOCTBEHHYIO NaJbHEHUIIYIO XKM3Hb, BEIb JOMOJHUTEIbHBIC 3HAHUS BCET/a
SBIITIOTCST  XOpomed 0a3oi anst perneHus 00X mpoOnem. HMHdopmanus o
6osie3Hn ['eHTHHITOHA, IPECTaBIEHHAs B OPOLIIOpE, YACTUYHO TOBTOPSIET TY, YTO
OblTa HareyaTaHa B NPEABIIYIINX BBITYCKax, OJHAKO SIBISETCS nepepaboTaHHON B
COOTBETCTBMM C COBPEMEHHBIMH 3HAaHMSAMH M TPEICTABICHUSMH 00 3TOM
3a00JIeBaHMM W TOAXOJAaX K €ro Je4YeHUro. ABTOpPHl OyIyT NpH3HATEIBHBI 32
mro0ble  OT3BIBBI, Kacaromuecss (aKTHYECKOro COAEPXKaHUS OpOIIIOpbl — MBI
00s13aTeJIbHO YYTEM X IPH MOJATOTOBKE CIIETYIONINX HOIOOHBIX N3AaHHUMH.

B moxaroroske atoi Opormnops! npuHsumM ydactue corpynHukun GI'BHY
«Hay4HBbIi IEHTP HEBPOJIOTUN», AKTUBHO paboTaromue B 0071aCTH N3yUECHUS 3TOTO
3abomeBannss B Poccum ¥ COTpyJHMYAIOIIME C  BEOYIIUMH MHPOBBIMH
crenuanucTaMu B 3ToM Bompoce: mpodeccop Wmmapuomkun C.H, Bemymuit
HAay4YHBI COTpyAHUK, K.M.H. KmomaukoB C.A., HaydHBIH COTPYAHHK, K.M.H.
Cemusépcros 10.A.




Bose3nb I'eHTHHITOHA: HcTOpUYecKHe (PAKTHI

[lepBrie ymommHaHHS O HEOOBIYHOM 3a00JIEBaHMH, UMEHYEMOM CETOJHS
Oone3npto l'eHTmHTTOHa (nmayee mo Tekcty — BI) BcTpewarorcss emé B
3amagHoeBponeickux ucropuyeckux nokymenrax XVI-XVIII Bs. Yame Bcero,
Jon oOpamniany BHUMaHUE HA caMoe SIPKOe BHEITHEe MPOsIBICHUE 3a00IeBaHIT —
HEMPOU3BOJBHBIC  JBIKCHHWS PYK, HOT, TYJOBHIIA OOJBHBIX, HEPEIKO
HATIOMHHAIONIUE CBOcOOpa3Hbli TaHen. CIEIUaTUCThI-HEBPOJIOTH HA3bIBAIOT
MOTOOHBIN BHJ] HACHIILCTBCHHBIX (HE MOJIAIONIMXCS MPOU3BOILHOMY KOHTPOJIIO)
JIBIOKEHUII xopeell (oT Trped. jyopelon — TaHen), OTKyJa M  IOHUIO
pacnpoctpan€éHHoe Ha3BaHue bI' — xopest ['eHTuHrTOHA.

: R W3 rimyGokoro cpepHeBEKOBbs
0 HAMUX JHEH [Oomuto emeé OIHO
Ha3BaHUE XOPEH — <«IUIICKa CBATOTO
Buray, n3BecTHOe MHOTHM ITFOJSIM, HE
AMEIOIIUM  OTHOIIEHUS K HCTOPHUH
MEIWIIMHBI ¥ HeBpoJoruu. MHTepecHO
MPOUCXOXKACHHE  ATOTO  HAa3BaHUS.
CornacHo nerenze, cBatoit But (puc. 1)
ObLI €JIMHCTBEHHBIM CBIHOM
CHULIMJIUHACKOTO ceHaropa  ['uiaca.
Manpunuk MPUHSIT XPUCTHAHCTBO TOJ
BIUSTHUEM CBOETO JTyXOBHOTO
HactaBHHKa Mogecra. Oxomo 303 1.
H.3. B BO3pacte mpuMepHo 7—12 et (1o
NAHHBIM  pa3HBIX HCTOYHHKOB) OH
MPHUHST MYYCHHYECKYI0 CMEpPTh II0
0OBHHEHHIO B KOJNIOBCTBE. [IpmumHON
TOMY CTall0 «JyJCCHOC WCIICICHUE)
CBATHIM BUTOM ChIHAa PUMCKOTO OT
Pucynox 1. Hrxona XIV 6. ¢ uzoopasicenuem
ceamozo Buma paoomvr Macmepa Teodopuxa.
nmneparopa JlmokineTnana oT Cygopor, rmocjie KoToporo Burt oTkaszaics MoauThCs
puMmckuM 6oram. Ero apectoBanu v KWHYIU B KJIETKY KO JIbBaM, KOTOPBIE, OJHAKO,
HE TPOHYJIM MaJbyMKa. 3aTeM ero Opocwim B KoTen ¢ Kumsmeid cmomnoil. Ilo
PEIMTHO3HOMY TIOBEPBIO, TEpe MBITKAMH CBATOH BUT Mommics o ToM, 4ToOBI
MOYUTAIONINE JCHb €ro CMEepTH — 15 WIoHI — H30aBWIHNCH OT «CYAOPOKHOM
6one3am». Crycrs 1200 net ciycTs ero uMs CTajio acCOIMUPOBATHCS HE TOJBKO C
«CYIOPOKHOU OOJIE3HBIO», HO C «IUIACKOI (110 BCEl BEPOSATHOCTH, U3-3a TOTO, UYTO
00a COCTOSHHS TPOSBIAIOTCA HW30BITOYHBIMU JIBIXKCHHUAMHU). [0 HEH3BECTHBIM




npuuuHaMm ¢ XVI B. no Bceil I'epManun pacnpocTpaHWIOCh NIOBEPHE, YTO BCSKHM,
KTO CIUIAMIET TepeJl CTaTyel CBITOTo BuTa B €ro 1eHb, MOTyduT 3apss 300POBbS U
6oxpoctu Ha Bech TOA. ThICAYM JTIONEH TONMIINCH BOKPYT CTaTyil CBATOrO B 3TOT
JeHb W BO BpeMS IUIACKH HEPEIKO JOBOAMIH Ce0s IO COCTOSHHS CHIIBHOTO
BO30YXKIIEHHsI M JKcTa3a. B KOHIE KOHIIOB, XOPEH CTaJMi MMEHOBATh «ILISICKOM
cBaToro Burta», a co BpeMeHeM K IOMOIIM 3TOTO CBSTOTO CTald MBITAThCA
MPHUOETaTh C IEIBI0 H3JICIUTHCS OT XOPEH.

B »omoxy cpenHEeBeKOBBS HEBE)KECTBEHHBIC M Oe3rpaMOTHBIC JIFOIU
HEPEIKO CUYUTAd MPOSBICHUS 3a00JCBaHUSA «OJCPKUMOCTBIO IBSBOIIOM» U
MBITAIACH TIPUMEHATh PA3WYHBIC CIOCOOBI «W3THAHUS OecoB», BIUIOTH JO
OTIIPABICHHUS HECUACTHBIX HAa KOCTEP. AHAIN3 UCTOYHUKOB T€X BPEMEH MO3BOJIUII
YCTaHOBHTB, YTO MHOTHE TaK Ha3bIBAEMBIE «BEJIbMBI» B A€HCTBUTENILHOCTH MOIIH
crpaaats bI'.

CoBpeMeHHbBIN Hay4YHBIH Tan B u3ydeHuu bI” Benét cBoit oTcuér ¢ 1830-x
IT., KOTJIa CTald TOSBIIATHCSA NEpBbIe HAay4yHBIC MyONHWKAaMU Bpaded W3 pa3HBIX
ctpan (Bemukobpuranus, CHIA, Hopserust) o HacienctBeHHOW xopee. OmHako
HECMOTpS Ha BCE YIIOMHUHAHMS HACJIEACTBEHHON X0OpeH, KIIaCCHUECKUM 1 Hanbosee
MOJIPOOHBIM ONMCaHHEeM OO0JIe3HH, BOMICAIINM B aHHAJIB MHPOBOI HEBPOJIOTHH,
crano scce «On Chorea» (anrn. «O xopee»), onmyonukoBanHoe 13 ampens 1872 .
MOJIOJBIM aMepuKaHcKuM BpadoM J[xxopmkem ['entunrronom (George Huntington
B PYCCKOH JHMTEpaType BCTpedaeTcsl NepeBo] «XaHTUHITOH» M, COOTBETCTBEHHO,
«0one3Hb/xopesi XaHTUHITOHAY) (CM. pHC. 2). DTO COOOLICHHE BBI3BAIO OOJBIION
HMHTEpEC MEAUIMHCKOW OOLIECTBEHHOCTH, TaK KakK B 3TO € BpeMs Hadayio OypHO
pa3BuBaThCi ydeHWe O HacnencTBeHHOCTH. Cam ['eHTHHITOH Tak o00pa3HO
oxapakTepu3oBasl ocoOeHHOCTH 3aboneBanms: «HacmencTBeHHas xopes, Kak s eé
Oyzny Ha3bBIBaTh, OTPAaHUYCHA ONPEHEIEHHBIMA 1, K CIaCThI0, HEMHOTOYHCICHHBIMA
CEMbSIMU WM yHACJEIOBaHa OT JAJEKUX MOKOJEHUW B TyMaHHOM mponuioM. Te, B
YbUX BEHaX TEUET KpOBb, HECYyLas CEMEHa 3TOr0 Heayra, TOBOPAT O «TOH
00e3Hm» ¢ OTTEHKOM y’Kaca, CTapasich BOBCE HE AyMaTh O HE¥ W yIIOMHHATH JINIIb
B Cilyyasx KpaiiHeHd HeoOxoammocTw». B nanbHeiimeM HacneICTBEHHas Xopes
Oblla Ha3BaHa MMEHEM aMEPHKAHCKOrO Bpaya, JaBIIEro IEepBO€ TOYHOE HaydHOE
oIycaHue 3Toro 3a00JIeBaHMs.



MEDICAL AND SURGICAL KEPORTER.
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Pucynox 2. Ilyonukayusn ,becopoofca T'enmunzmona «0 XxXopee» om I 872..
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[ocnenyromue maecATHICTHS OBUTH MEPHUOAOM HAKOIUICHUS KIMHHYCCKIX
(hakTOB W pe3yabTaTOB aHAIMW3a POJOCIOBHBIX CEMEH, MOMBITKAMH HX
cuctemarmzanuu. [Ipeanaranuce pa3iuyHble HAay4dHbIE THUIIOTE3Bl OTHOCHTEIHHO
NPUYMH pa3BUTUs 3a0ojeBaHus. KpymHBIM JOCTHIKCHHEM SIBIJIOCH OTKPBITHE B
1983 r. rpynmoil aMepuKaHCKMX T€HETHKOB Bo TiaBe c JDxeiimcom ['y3emmoi
(JamesGusellg haxra, uto BI” pazsuBaeTcs u3-3a MyTaluu (IIOJOMKH) B OJJHOM U3
TEHOB Ha 4-i XpoMocoMe. DTO COOBITHE UMEN0 OOJBIIOE 3HAUCHHE B CBS3H C TEM,
yto BI' crama mepBrIM HacIeICTBEHHBIM HEBPOJOTHYESCKHM 3a00lieBaHUEM, IPH
KOTOpOM OBUIa yCTaHOBIICHAa JIOKAIM3AlUsd MATOJOTHYECKOTO TeHa Ha
oTpeeIEHHON XPOMOCOME.

Hakonen, HoBeimuii coBpeMeHHBIM 3Tanm B u3yyeHun bIT Bepér cBoit
oTcuér ¢ 1993 1., Korga MeXAyHapOAHOW HCCIEAOBATENbCKON TIpynmod 1o
n3ydenuro rena bl mo rmase ¢ tem xe [[xeiimcom ['y3emnoii Oblia ycTaHOBIEHA
TOYHAsl CTPYKTypa MATOJOTMYECKOro TeHa 3a00JeBaHUs, dYTO  CO37alio
MPENNOCHUIKN ISl pacIM(PPOBKH TOHKUX MOJIEKYJISIPHBIX MEXaHU3MOB Pa3BUTHS
00J1e3HM U Havaja MoucKa 3P PEKTHUBHBIX METOAOB JjeucHus. OIHOBPEMEHHO ObUIH
paszpabotansl MeToAsl mpocTtoi u TouHoW JIHK-mmarnoctuku 3abosneBaHus,
MO3BOJIAIONINE YCTaHABIMBATH HOCUTENILCTBO MATOJIOTMYeCKOTo reHa bI' 3amonro
JI0 HEMOCPEICTBCHHOTO TOsBIeHUS e€ cuMrToMoB. OtmeTnM, uto BI' sBisseTcs
OIHUM W3 TeX HACICACTBEHHBIX 3a00JICBaHUN, KOTOPBIM YICISCTCS CaMoe
MpUCTaJbHOE BHUMAHHUE HCCIENOBaTeNIe CO BCEr0 MHUpa — OHO CYHUTaeTcs
«MOJICITBHBIMY 3a00JICBaHHEM U M3YYCHHUS OONIMX 3aKOHOMEPHOCTEH Te4eHUS
HelpoaereHepaTuBHOTO Ipoliecca.



PacnpocTpanéHHOCTb M CUMIITOMBI 00J1e3HU ['eHTHUHITOHA

ITo pacmpoctpanénnoctu BI' oTHOCHTCS K Tak Ha3bIBaeMBIM OpQaHHBIM
(or amrnm. orphan — cupota), wWiM peakuM, 3aboieBanusM. Yacrora
BcTpewaemoct BT xomebnercs or 3 mo 17 cimywae ma 100 000 sxutenei,
cocraBisii B cpeaHeM 5—7 ciaydaeB Ha 100 000 nacenenus. s cpaBHEHUS:
pacnpocTpan€HHOCTh TyOepkynéza B Poccun Ha 2014 1. cocrapnsa 91 ciydaii Ha
100 000 nacenenus, a uaCcyabTa Ha 2010 1. — oxkomo 500 ciydaeB na 100 000
HaceneHus. Bmecte ¢ TeM, BI' aBnsieTcs 0HUM U3 CaMBIX YacTHIX HACJIEACTBEHHBIX
3a0oneBaHnif HepBHOM cucrembl. HawmbGompmas e€  pacmpocTpaHEHHOCTD
oTMeuaeTcs B paiioHe o3epa Mapakaiitbo B Benecyasie (okomo 700 GoMbHBIX Ha
100 000 mHacenenwust). Takke MHOTO MAIMEHTOB C ATHM 3a00JIEBAHUEM BCTPEUALTCS
Ha octpoBe Tacmanus y OeperoB Ascrpanuu (okoio 17 ciaydae Ha 100 000) u B
Motnanauu. OdeHs Manoe konudecTBo ciaydaeB bl oTmeuaeTcs B cTpaHax A3um u
NPaKTHYECKH HE BCTpEYaeTCs AaHHOE 3a00JIEBaHME Y TPEICTABUTENEH KOPEHHOTO
HaceseHnss Adpukn. Ha cerogHsmHuii neHb aKTyalbHblE JaHHBIE O
pacnpoctpanénHoct BI' B Poccuiickoit @enepanun oTcyTcTBYOT. ECcTh numib
€IMHUYHBIE JaHHBIE OTHOCHUTENIHLHO JTOTO TOKa3arens B psje cyobekToB Poccum.
CoracHO TIpOBeIEHHOMY HaMH METaaHaIW3y JAaHHBIX U3 OTOOpaHHBIX
myOmukaiui, pacrnpoctpanéHHoctb bIT B Poccum cocraBmma 1,91 ma 100 000
HaceneHrs. CTOWT OTMETHTh, YTO, Ha HAll B3IV, pacmpocTpaHéHHOCcTh Bl B
Poccuiickoit denepanuu 3HaYUTEIBHO HEJOOLEHEHA.

Cpemamii BO3pacT MOSBICHUS TEepBBIX cuMnToMoB bBI' — 40 met, oxHako
0oJie3Hb MOXET HadaTbhCs Kak IO3Ke, BIUIOTH 10 70 Jer, Tak M 3HAYUTENbHO
panbimie — 10 20-1eTHero Bo3pacTa (Tak Ha3blBaeéMble IOBEHMIBHBIC CIydyau
3a0oJeBaHus).

BI' — mHacnenctBeHHOe mporpeccupytomiee 3a0ojeBaHHE TI'OJOBHOTO
MO3ra, OCHOBHBIM BHEUIHHM KIMHUYECKHM MPOSBIEHUEM KOTOPOIO SBIISIOTCS
HEMPOM3BOJIbHBIE JIBW)KEHHS PYK, HOT, TYJOBHUINA, HEPEAKO MHMHYECKHAX MBIIIIL]
JM1a, KOTOPBIE MOTYT COIIPOBOXKIATHCS HAPYIICHUSIMUA HACTPOSHHMS ¥ IOBEJICHNUS, &
TakKe MaMATH W MbIIUIeHHA. Kak yke OTMedanoch BBIIIE, TAKHE <(JIMIIHHUEY,
M30BITOYHBIC HACWIILCTBEHHbBIC MABW)KEHHS (WM THIIEPKUHE3BI, TOBODPS SI3BIKOM
MEIUIMHCKON TEepMHHOJIOTHH) Ha3bIBalOTCA Xopeel. B Hawane 3aborneBaHus oHH
HOCSIT €JjBa 3aMETHBIH, «CIydalHbli» xapaktep. Hampumep, Moxer ObITh NETKOE
IIEBEJICHHE NalbllaMH PYK, MOAparMBaHUE IUIEY, HM30BITOYHBIC ABWKEHHS TyO,
IPUTONTBHIBAHUE CTONOM WM «AEpraHue» HOroil. XapakTepHBIM paHHUM
cumntoMoM BI' sgBnseTcs ClOXKHOCTH yAep>KaHHs BBIBEJIEHHOIO M3 IIOJIOCTH pTa
s3bIka B TedueHue 10—15 cexyHn (Tak Ha3bIBaeMBIi «CUMIITOM s3bIKay»). Hepenko Ha
paHHUX CTaguax 3a00JeBaHMs SBHBIX THMIIEPKMHE30B HE BHHO, HO YJIABJIHUBACTCS
HEKOTOpoe olliee JBUraTenbHOe OECHOKOICTBO dYeIoBeka — OH, KaK FOBOPHUTCH,



«HE CHIOUT Ha MecTe». B nampHeimem, 1o Mepe pa3BHTHS 3a00JeBaHHA,
XOpEeHYeCKre THIEePKUHE3bl YCHIIMBAIOTCS, 3aTParMBalOT BCE HOBBIE W HOBEIC
Tpynmbel MBI, THIUYHBIE XOPEHMUYECKHE THIIEPKUHE3bl HOCAT HEPHUTMUYHBINA
XapakTep, BeCcbMa CIIOHTAHHBI M OECTIOPSAIOYHBI, aMIUTUTYAa ABIKCHHHA MOXKET
OBITh BEChbMa 3HAYNTEIHHON. MeHsEeTCS MOX0IKa, HEBPOJIOTH MHOTAA HA3BIBAIOT €&
«TaHIytome». HacuinbcTBeHHBIE NBIKCHHS S3BIKA, MBIII TIOTKA W TOPTaHU
MPUBOJAT K HAPYIICHHIO PEYH — YacTO CTAHOBUTCS OYCHb TPYIHO MOHSATH, YTO
MAIIMEHT TOBOPUT. DTO K€ SIBJISACTCS MPUYMHON HAPYIICHUS [JIOTAHUS Y MHOTHX
00nbHBIX. ['MIEepKUHE3bl YCUIIMBAIOTCS MPHU BOJIHEHUH, (HU3MYCCKON HArpys3Ke H,
KaK TMpaBWJIO, MOJIHOCThIO MCUe€3aloT BO CHE. Hepenko mamueHThl HE 3aMeyaror
CBOMX HEMPOM3BOJIBHBIX IBUKCHHUH, JINOO CTAparOTCs MUTHOPHPOBaTh MX. OMHAKO
MOCTOSIHHASI MBIIICYHAST AKTUBHOCTh OTHUMAET Y OOJIBHBIX MHOTO CHJI, YTO 4acTo
MPOSIBIISICTCSL  XapaKTEpPHOH ’kajlo00d NanueHTOB Ha oO0myro crnabocts. [lpm
JUTATEIIFHOM MHOTOJICTHEM TEYCHHUH 3a00JICBaHWS WHTEHCHUBHOCTH THIICPKIHE30B
HEepEeAKO CHIDKACTCS, U M30BITOYHAS JIBHTAaTeIbHAS aKTUBHOCTh CMEHSETCS OOMIei
3aTOPMOXXCHHOCTBIO ¥ MAJIOTIO/IBIKHOCTHIO, HAIIOMHHAIOMICH TAaKOBYIO IIPH
6ones3nn [TapkuHCOHA.

Xopenueckue THUMEePKUHE3Bl SBISIOTCS CaMbIM SIPKAM, HO JaleKo He
€AMHCTBEHHBIM TposiBIeHHeM bI'. XapakTepHBIMH HPOSIBICHUSIMH 3a00J€BaHUA
SIBIISTIOTCSI HAPYIICHUS TTAMSTH, MBIIUICHHUS, HHTSJUICKTYaIbHON JESTEIbHOCTH, TO
€CTh TO, YTO HEBPOJOTH HA3bIBAIOT KOT'HUTHUBHBIMH HAPYIICHHSIMH, WM
paccTpOMCTBaMHU  MMO3HABATEIBHBIX (DYHKIIMHA TOJOBHOTO MO3Ta, MPHCYIIHAX
yenoBeKy. YacTo 3aloNro 0 TOSBJICHHS THUIEPKUHE30B UYETOBEK JKalyeTcs Ha
IUIOXYIO TaMSTh, HEBO3MOXKHOCTh 3allOMHUTH TMPOYHTAHHYIO CTPAaHUILy KHUTH,
MPOCMOTPEHHYIO Telenepeady, yXBaTUuTh CYTh TOTO, O YEM TOBOPHUT COOECETHUK.
Kak mpaBuiio, 7aBHHAE COOBITHS KU3HH OCTAIOTCSA B MAMSTH, a CTPAACT, B TICPBYIO
ouepenb, KpPaTKOBpPEMEHHas WaMsATh. Hapymmaercs KOHIEHTpalus BHHMAaHUS,
YEIIOBEK CTAHOBHUTCS paccesHHBIM. OIHOBPEMEHHO yTPauyMBACTCS aHAIUTHYCCKAS
(YHKOHS TOIIOBHOTO MO3ra, CIIOCOOHOCTh K aOcTpakuusM, OOOOIICHUSIM U
JIOTHYECKHUM  YMO3AKIIOYCHUSAM,  MBIIUICHHE  CTAHOBHTCSA  HPUMHUTHBHBIM,
HAOJIFO1aeTCsl yTpaTa MPUBBIYHBIX HHTEPECOB. IlalMeHTy CTaHOBUTCS BCE TPyIHEE
CIIPABIIATH C TOBCEIHEBHBIMU JellaMu B ObITy M Ha pabote. IIpodeccnonanpHbie
HaBBIKA HEPEIKO CTPAaJaloT B IOCIEOHIOI0 OdYepenb, M Jaxe Ha pa3BEPHYTHIX
cTamusax 3a00JeBaHMA MALMEHTY MOXET YHaBaThCS CHPABIATHCA C HEKOTOPHIMH
npodeccnoHaTbHBIME ~ O0si3aHHOCTAMU. OpHaKo JnanbHeWmee pa3Butue bl
HEM30€KHO MPUBOIUT K MHBATUIN3AIUN U HEOOXOJMMOCTH MTOCTOPOHHEH TOMOIITH
B OBITY.

Hakonern, emé omHa rpymma cuMnToMoB BI' mo3BoisieTr paccMaTpuBaTh
JTaHHOE 3a00JIcBaHKME KaK MPHMEP IICUXOHEBPOJIOTHUECKO# matonoruu. CTpagaroT
JMYHOCTHBIC XapaKTCPUCTHKH YEIOBEKA, M3MCHSACTCS €r0 XapaKTep, MOSBISIOTCS



OMOINOHAJIIBHO-BOJIEBLIE U, HEPECAKO, NICUXUICCKUC HAPYIICHUSA. Ot IIPOABJICHUA
BI' momuac craHOBATCA Hambojee MHBATHIUZUPYIOIIUM W TPaBMHUPYIOIIUM
(hakTOpOM, TATOTAIIMM HE TOJHKO MalMeHTa, HO M YJIEHOB €r0 CEeMbH, IpYy3eH,
Koyier mo pabore. B menoMm, Ha (oHE KOTHUTHUBHBIX HapylleHHil HaOiomaeTcs
paspyuieHue sapa JHYHOCTH. Hepeako 4elmoBeK CTaHOBHUTCSA Pa3IpaKUTEIHHBIM,
THEBJIMBBIM, aIrp€CCUBHBIM, UIICT NPUYINHBI CBOCTO 3a00JIEBaHUS B APYTHUX JIIOOAX.
Bo3M0OXHO aconuaibHOE WM MPOCTO HealeKBaTHOE IoBeleHue. B psjae cirydaes
NPUCOETUHACTCS  IICMXMATpUdeckass CHUMIITOMaTMka B BHIE Opema W
rajunroruHanui. [1py 3ToM yacto BeTpedaercst Open peBHOCTH, Openl BO3IEHCTBHS,
KOT/a TAIlMEeHTy KaXETCs, YTO Ha HEro KTO-TO BO3ACHCTBYET, Mapaji3yeT ero
BOJIO M pa3yM H T.n. s koppeknmu momoOHbIX npossienuit BT tpebyercs
MOMOIIb  KBAIM(UIMPOBAHHBIX IICHXHATPOB. B npyrux ciydasx mamueHT
CTaHOBUTCS BSUIBIM, allaTUYHBIM, 3aMBIKAeTCsl B CBOEM coOCTBEHHOM Mupe. MHorna
MAlMCHT MOKET HCIBITHIBATh AH(OPHIO M HE OCO3HABATH XaPAKTEP CBOETO
3aboneBanus. Kak mpaBuiio, y Bcex OOIBHBIX OTMEUAIOTCS IPOSIBICHUS ACTPECCUH,
Takke TpeOyromue BHUMaHUS TmcuxuatpoB. Kpome Ttoro, mpu BI' wame, dem
0OBIYHO, OTMEYAIOTCS CYHUIMIATBHbBIE MBICITH U JEHCTBHS, O KOTOPBIX CaM MallUeHT
MOXET HE 1aBaTh 3HATh aKTHBHO. YacTo HAaOIIOAAIOTCS pacCTPONCTBA CHA, BIJIOTH
JI0 IOJTHOM HEBO3MOXHOCTH 3aCHYTb.

Teuenue BT’ OTIMYAETCS MEAJICHHBIM, HO HEYKJIOHHBIM
MPOTPECCUPOBAHUEM Ha MNpOTsHKeHHU 15-20 1er, XOTs BO3MOXKHBI U IMEPUOJBI
OoJiee WM MEHee JUIMTENIbHOM cTadmwin3anuy Ha (JOHE IPaMOTHO I10I0OPaHHOTO
COBPEMEHHOI'0 JieueHHs. 3abojeBaHHe HE MOPaKaeT XM3HEHHO BAXKHBIC IIEHTPHI
IBIXaHUA M KPOBOOOpAIICHMS W HANPSAMYI0 HE NPUBOAMT K cMepTH. OgHAKo
MAIleHT MOXKET TOTHOHYTh Ha (OHE OOmEero WCTOWEHHS, INPHCOCTUHECHUS
MH(EKIUK, BOCTANCHHUS JETKUX BCIEACTBHE BBIPAKEHHOM 00€31BIKEHHOCTH,
HapylLIeHUH TJI0TaHUs U NONEPXMBAaHUA TBEPAOHN M xuakod numei. [Tostomy Ha
no3gHMX  ctaguax bBIT  Oompmroe  3HadeHWe — mpHoOOpeTaeT  NMPaBWIIBHO
OpPTraHM30BAHHBIA OOIIMII yXOXI 3a OONBHBIM, TUTHEHA Tella, KOpMIICHHE (B TOM
qucie, KUIKOW WIM HW3MENbYEHHOW muiied, wHorma dYepe3 30HI). Cuemyer
OTMETUTh, YTO MHOTHME MAalMEeHTHl OTIMYAIOTCSI OOIIMM CHIIBHBIM HOXYAaHHEM,
HECMOTpPSI HA U3PATHBINA ammeTuT. JTO CBSA3aHO C TeM, 4To npu BI' Bo MHOTrHMX
Cllydasix HapyllaeTcss HOPMaJbHOE BCAchIBAHME U YCBOGHHE MHTAaTEIbHBIX
BemlecTB. [loaTomMy HeoOXoauMo O0O0ECHeYMTh MalMeHTaM KaJOpUHHOE |
MOJIHOLICHHOE C JUETHUYECKOM TOYKM 3pEHus INuraHue. B KoHedyHOM cuére,
MPOJODKUTENFHOCTh W KAa4eCTBO JKU3HM OOJNBHBIX BO MHOTOM 3aBHCHT OT
MPaBIJIBHOTO, TPAMOTHO OPTaHU30BaHHOTO yXO/a CO CTOPOHBI POICTBEHHUKOB HIIH
CHEUaTbHO 00YIEHHOTO MEIUIIMHCKOTO IIEPCOHAIA.



I'eneTnka U MeXaHU3MBI pa3sBUTHUsA

B TedyeHme MHOTMX JOECATHIETHH CHENMAIUCTBl MOTIH  TOJIBKO
MIPEAIoaraTh, 4TO K€ MPUBOJUT K TAKOMY OOIIMPHOMY IOPaKCHHIO TOJIOBHOTO
Mo3ra Ipu BI' 1 Kakue MaToJ0rM4ecKue MEXaHU3MBI JIEXKAT B OCHOBE €€ Pa3sBHUTHS.
CpaBHHUTENBPHO HENAaBHHE IOCTI)KEHHMS MOJCKYIAPHOM OHONOTHM M TCHETHKH
TIO3BOJIMUTM IIPOJIUTH CBET HA NMPHYHMHBI Pa3BUTHsS 3a00J€BaHUSA, 3aJI0)KHB, TaKUM
00pa3oM, OCHOBY JUIsl IOMCKa IyTeil ero a¢¢dexTuBHOTO JieueHus. Koneuno, HoBEIe
3HaHMS, KaK NMPaBUIIO, TOPOXKAAIOT emé OoJbIIe BOMPOCOB, KAKYLIMXCSA MOAYac
HepaspemwnMbiMiA.  OJHAKO Tporpecc OMOJOTMYECKHMX HAayK IO3BOJISIET C
ONITHMU3MOM CMOTPETh Ha TEPCIIEKTHBBI OOPHOBI C TSHKEIBIMU HACIIEACTBEHHBIMU
3aboseBanusMH, BKmovas bI'. Cexyer noguepkHyTh, uto BI' cTana cBoeoOpa3Hoi
MOJENBI0O B  HM3YYEHHM  MEXaHM3MOB  Pa3BUTHUS  TaK  Ha3bIBAEMBIX
HEWpOAEreHEPATUBHBIX  HACICACTBEHHBIX  OOJNE3HEH,  CONMPOBOMXKIAIOIIMXCS
aTpo¢uel pasIMYHBIX OTJENIOB TOJOBHOTO M CIIMHHOTO Mo3ra. Bo Bcém mmpe, B
mepByto odepens, B CIIIA, Kanane, Benukobpuranuu u ['epmannu, Ha n3ydeHue
BI' u npyrux TSOKENBIX HACIEACTBEHHBIX 3a00JIEBaHMI 3aTPavMBAIOTCS OTPOMHBIE
CpeICTBa M MO KPYNHIIAM HAKAIlJIMBAIOTCS HOBBIE 3HAHHA, KOTOPbIE B KOHEYHOM
UTOTE MO3BOJIAT pa3paboTaTbh HOBBIE METO/IbI AUATHOCTHKHU H JICYECHHS.

BI' mepemaércs mo HacieACTBY U MMEET TAaK HAa3bIBAEMBIM ayTOCOMHO-
JOMHMHAHTHBIN TUN nepepaun. YUro e 3To o3HayaeT? 3a0oseBaHne HACIEeTyeTCs OT
OJIHOTO M3 GONBHBIX poauTteneil ¢ BepoaTHocTeio 50 %. Ilon ponureneit npu sToM
HE MMeeT 3HA4YCHHUS, B PaBHOM CTelneHH OO0JIe3Hb MepefaeTcss U OT MYKYMH, U OT
XKeHImuH. boners mMoryr Toke nmma oboero moma. HeoOGxoanMmMo NMOMHHTB, 4TO
BEPOSITHOCTh TEpefauyy IaTOJOTMYECKOro (WM «MYTaHTHOTO», KaK TOBOPST
CIEIUAINCThI-TeHeTHKN) TeHa 50 % He o3HagaeT, 4To 3aboseeT 00s3aTeNbHO
nojoBuHa aereid. Ecmm, ckaxeM, y OONBHOTO pOIMTENS €CTh JABOE IETCH, TO
KaKIblii M3 HHUX HMeeT BeposATHOCTb 50 % yHacnenoBaTb MYTaHTHBIA TIEH.
ITosToMy, MOXeT OBITh, 4TO 00a peOEHKA OyIyT «TE€HETHIECKI» 3TOPOBBI, a2 MOXKET
OBITh, YTO 00a yHACIICAYIOT MyTaHTHBIH reH BI'. be3ycnoBHO, BO3MOXEH U TPETH
BapHaHT, IIPU KOTOPOM TOJIBKO OJUH U3 JeTel yHacjexyeT MaToJIOIMYecKHi IreH, a
BTOpOH peOEHOK OCTAHETCS «ICHETHYECKH 3J0POBBIM» M HHUKOTAAa He 3aboieer.
BaxHoil xapakTepuCTUKON ayTOCOMHO-IOMHHAaHTHOTO MEXaHHW3Ma HacjeJOBaHUs
rea BI' sBrnseTcsa Tak Ha3pIBa€MBIM BEPTHKAIBHBIN IYyTh IEepefadyd ¢ OOIBIINM
YHCIIOM CJIydaeB 3a00leBaHUS B KaXIOM IOKOJeHMH Oe3 mpomyckoB. Ecmu B
KaKOM-TO MOKOJIEHHU BC€ POJCTBEHHUKH SIBISIOTCA T'€HETHUYECKH 3JOPOBBIMHU, TO
JajbHelllee HacledoBaHWE 3a00NeBaHMs B pPOAY NpeKpamaercss — vepe3
nokojienne BI' He mnepemaéresi. OAHAako BO3MOXKEH <«IOKHBII TMPOIYCK
MIOKOJICHHSI — B CJIydae, €CIM KaKOH-JIMO0 YeIOBEK yHacleloBal MyTaHTHBIH TeH
3a0osieBaHMsl W, MEpellaB €ro CBOMM JETSM, NPEXICBPEMEHHO CKOHYAJCS, HE



yCIIeB, TAKUM 00pa3oM, JOKHUTH JI0 BO3pacTa Hadana 3aboneBanus. B atom ciydae
TOBOPUTh O IIPOIYCKE MOKOJCHUS HEKOPPEKTHO, TaK KaK YKa3aHHBIM BBIIIE
YeJIOBEK HE OBl «T€HETHIECKH 340POBBIM». B cBs3M ¢ 3THM oT™MeTHM, 4TO TeH bI'
nMeeT Tak HaspiBaeMyro 100 % meHeTpaHTHOCTb, TO €CTh IPH YHACIEIOBAHHH
MyTaHTHOTO TeHa BI' Hem30exHO pa3BUBaeTCA B CIydae, €CIM HOCHUTEIb MYTAaLlUH
JOXXMBET IO TUIMYHOTO BO3pacTa Hadaia 3a00JICBaHUS B 3aBUCUMOCTH OT TSKECTH
MyTanuu (TMpo TsDKECTh MyTalu — cM. aainee). IIpumep Tunmm4HO# cemeiHOM
cxeMbl (poJOCiOBHOW) TpHBEASH Ha pucyHke 3. Pumckumu nudpamu
MIPOHYMEPOBAHBI NATh TMOKOJICHHH (YIeHBI Ka)KJOTO IMOKOJICHHUS PacIlOJIOKEHBI B
OJTHOM M TOM ke pany). JIuma My»Kckoro mona mokasaHbl KBaApaTaMH, KEHCKOTO
— KpyXkamu. bonbHBIE HHANBHAYYMBI HA MOMEHT OCMOTpPa OTMEUEHBl YePHBIMU
KpyXKaMH M KBaJpaTaMH. YMepiue 0003HaueHBl IepeuépKUBaHHEM KOCOM
4epTou.

AHanu3 pOJIOCIOBHOW TIIO3BOJIIET OTMETHTH XapaKTEpHBIE IPHU3HAKH
HacienoBanust bBI' — Gonbioe yncino 60bHBIX 000€ro Mmoia Bo BCEX MOKOJICHUSIX
¢ repeaveii 3a001eBaHMs 110 BEPTUKAIHN Oe3 MPOITyCKOB ITOKOJIECHHUH.

HaOmonenust MHOTHX CIIEIIHAIMCTOB-HEBPOJIOTOB M TEHETHKOB ITO3BOJIIN
BBIJICTINTh Psil OCOOGHHOCTEH HacienoBaHMs MyTaHTHoro rera npu bI. Taxk,
OTMEYEHO, YTO, KaK MPaBWIO, B KAKIOM IOCIEAYIONIEM MOKOJIEHHUH HabI0aaeTCs
Oonee paHHee Hadyayo 3a0oyieBaHus U Ooyiee THKENOE €ro TeueHue. ITO SBJICHHE
MOJYYHIIO Ha3BaHHE «AHTHIMIALUA». BIH3Ko K 3TOMy (eHOMEHY HaXOAWUTCS U
TaK Ha3bIBAEMBIN «3(PPeKT 0THOBCKOM Nepeaadym», 3aKII0YaOIIUNCI B TOM, UTO
BI' ¢ Oosee pamHuM HagasioM u Ooyiee TSDKENBIM TEUCHHEM pPa3BHBAETCH,
IPEeUMYIIECTBEHHO, MpPU Tepejade MO OTHOBCKOH suHuM. IIpn MHOrokpaTHOM
HacienoBanuu BI' mo nuHMM oTha (kKak B cilydae TPOHHOW OTIOBCKOHM mepemaden
JUIL MHIUBHIYyMa, OTMEUYEHHOTO Ha pHC. 3 CTPENIKOH) BO3MOXKHO Hadalo
3a0oJieBaHUsI B IOHOLIECKOM WIM Jlake JETCKOM Bo3pacre. B mpuBenéHHOM Ha
POZOCIOBHOM ITpUMepe y MajbulKa 3a00jieBaHHe Ha4yajoch B 14 yiet, y otna — B
35,y aena — B 50 u y npagena — B 67 Jer.

IOBenmnbHbIe (¢ HauanoM Oone3nu nmo 20 ser) cioydan 3a0oJeBaHUS
MMEIOT 0CO0YI0 KIMHUYECKYIO KapTHHY, OTJIMYHYI0 OT kiaccudeckoi BI'. Kak
MpaBHJIO, C CaMOT0 Hadana pa3BHBAIOTCS CKOBAHHOCTh M MAJIOIOJBIKHOCTH 0€3
XOPEHYECKHUX THIIEPKHHE30B, TITyOOKasi yMCTBEHHAs OTCTANOCTh. Takue ciydan BI°
OTIINYAIOTCI OCOOCHHO OYpHBIM NPOTPECCHPOBAHMEM M TPHUBOIAT K CMEPTH B
TEUCHHE HECKOJIbKUX JIET ¢ MOMEHTa Hadaima Ha QoHe oOmeidl muctpoduu u
KpaifHell cTeNeHH UCTOILEHHS.
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Pucynox 3. Pooocnoenasa cemovu A., omazowénnoiui 6one3nvio I enmunzmona.

Omnucannble 0OcoOEHHOCTH HacienoBaHus bIT m Xapaktep €€ KIMHHYECKHX
MIPOSIBIICHUI TONYyYMII OOBSCHEHHE II0Cie OTKPHITHS TeHa 3a0oneBaHus |
pactmmppoBKH TOHKHX MOJIEKYJSIPHBIX MEXaHH3MOB ero pasButus. Jlamee Mbl
rmocrapaeMcsi B IPOCTON M KpaTkod QopMe MpeacTaBUTh CYTh CIIOXHBIX
OHOJIOTMYECKUX MEXaHU3MOB, JICKAIIIUX B OCHOBE 3TOH TSHKEIION OOJIC3HH.

Kak oTmeuanoce Bblle, NpuuuHOW pas3Butus bl sABisercs myranus
(monmomKka, HapylieHHEe HOPMAJbHOW CTPYKTYpHI) T'eHa, Haxonsdmerocs Ha 4-i
XpoMocoMe. 37ech HEOOXOAMMO HAIIOMHHTB, YTO BCS  HACIEIACTBEHHAs
nH}opManus YenoBeka (Kak M BCEX JKUBBIX CYLIECTB Ha 3emJe) 3aKOJUpOBaHA B
ctpykrype Monekyn HHK, pacnonokeHHBIX B sapax KJIETOK BCEX OPraHoB H
TKaHeil. AGOpeBuarypa «THK» pacudpoBbIBaeTCS KaK
JIe30KCUPHOOHYKJIENHOBasl KHCJIOTa. JTO COEIUHEHHWE IPENCTaBIIeT W3 ceOs
MIPUPOJHBII TToNMMMeEp (MOJIMHYKICOTHAHYIO LIEIb), COCTOSIINN U3 3JIEMEHTAPHBIX
CTPYKTYPHBIX €IMHUI] — HYKJIEOTHAOB. HyKkIieoTuabsl oTaMuaroTcs APYyr OT Ipyra
IT0 COCTABY BXOJAIINX B UX CTPYKTYPY TaK HA3bIBAEMBIX a30THUCTHIX OCHOBAHMHA —
aJeHHHA, THMHMHA, TYaHWHA ¥ NUTO3MHA ¥ MAapKUPYIOTCS HaYaJIbHBIMH
natuHckuMu OykBamu ocHoBaHuii: A, T, G, C («OyKBBI» TE€HETHYECKOTO KOJa).
[TocnenoBaTenbHOCTE COEAMHEHHBIX MEXIy COOOW HYKICOTHIOB, KaK pa3 H
obpazyet monexyny JJHK, koTopas MOXeT COCTOSATh U3 MIJIIOHOB TAKUX 3BEHBEB.
B knerkax opranmsma JIHK cymecTtByeT B BuAe JBOIHON chupanu, mpudyéMm
aJIcHUH U TYaHUH OJHOM I|eNH CBSI3aHbl COOTBETCTBEHHO C TUMHMHOM M IIUTO3UHOM
apyroi. CxemaTuuHO npocTpancTBeHHas cTpykrypa JJHK mpencrasiena na puc. 4.

OO11ee KOIMYECTBO HYKJICOTH/IOB y YeIOBEKa KaKk OMOJOTMYEecKOro BHIa
cocraBisieT okono 3 mumuapaoB map. Bea JIHK wenoseueckoro opranusma
yIakoBaHa B XpOMaTWH, a XpOMaTHH, B CBOIO Ouepe/b, YNakoBaH B OCOOBIX
CTPYKTypaX, Ha3blBaeMBIX XpomMocoMamMu (cM. puc. 5). XpOMOCOMBI
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pacronararoTcs B siipe KieTku. [1ouTn Bce KIETKH YeoBeKa COIepiKaT JBOMHOM
Habop xpomocoM (1O OAHOMY HAOOpy OT OTIlA U MaTepH), COCTABJIAIONIHHA 23
mapel.  VICKiroueHHE — COCTaBJSIIOT — IIOJIOBBIE  KJIETKHM  (SHIeKIeTka |
CIepMaTO30Mbl),  COJEp)Kalllie  OJMHApHBIA  Habop  xpomocom. [lpu
OTIJIOJJIOTBOPEHUH BOCCTAHABIIMBAETCS OOBIYHBIN (JIBOMHOI) HAOOP XPOMOCOM.

MNONMHYKNEOTWUAHAA LIENDb

LHTO3MH

FYAHAH

Pucynox 4. /leoiinas cnupanv /THK (namunckumu oykeamu npomMapKkupoeanst
HyKleomuoul).

KonupoBanue 1 cunThIBaHWE HACIEACTBEHHOW MH(QOpMAIMHU y 4YesloBeKa
ocymiecTBIsieTesl cieaytomuM oopazoM. Coueranne TpEX HYKIEOTHIOB 00pasyeT
TPHUILIET, WIN KOAOH. KaXXIBIii TPHUIIET COOTBETCTBYET KaKOH-TnOo oxHOM u3 20
amuaokucior. K mpumepy, Tpumuier CAG  (IMTO3WMH-aJeHUH-TYaHUH)
COOTBETCTBYET AMHUHOKHCIOTE TJIyTaMHUH. B CBOI0O ouepeib, aMHHOKHCIOTHI
SIBJSIFOTCSL TEMHU 3JICMEHTAPHBIMU «KUPITUYUKAMK», U3 KOTOPBIX MOCTPOCHBI BCE
Oemkn gemoBedeckoro opraHmzMa. CTpykTypa Kaxmgoro Oenka KOJUpyeTrcs
onpe/e€HHBIM T'eHOM. TakuM 00pa3oM, TreH NpeACTaBisieT coboi CTpPOro
ornpezenéHHblil yaacTok mouekyisl JJHK, nmocienoBarenbHOCTh KOJOHOB KOTOPOTO
CONIEpXHUT B cebe BCHO HHGOPMAIMIO, HEOOXOAUMYIO Ui CHHTE3a MOJCKYJ
KOHKpeTHOro Oenka. OOIee KOJMYECTBO I€HOB YENIOBEKa COCTaBIsieT okoio 20
000.
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ApaMocama

[ABOiHaA
cnMpant
OHK

Pucynox 5. Ynaxoexa /THK 6 xpomocomy, pacnonoiceuuyio ¢ aope Kiemku.

Ilpu HapylleHUM HOpPMaJbHOM IOCIEJOBATEIBHOCTH HYKJICOTHIOB
(MyTanmmm) MeHseTCs COCTaB TPUIIETOB (KOJOHOB) M, COOTBETCTBEHHO,
TEHETUYECKHH KOJ, 4YTO NPUBOAUT K 0Opa3oBaHHIO OEIKOB HENPaBUILHON
CTPYKTYpBI, OO K TIONMHOM HEBO3MOXHOCTH HMX CHHTe3a. OTO JIEKHT B OCHOBE
HapyIIeHUH CTPYKTYphl U (PYHKIMH KJIETOK OPraHW3Ma M Pa3BUTHS Pa3IM4YHbIX, B
TOM 4YHCIIE€ HacJeICTBEHHBIX, 3a0ojeBaHMi. MyTanuu MOTYT MMETh pa3JIMdHBIN
XapakTep. Bo03MOXHBI 3aMEHBl OTIENBHBIX HYKJIEOTHIOB Jpyr Ha JApyra,
BBITIA/ICHHS] WJIM, HA000POT, BCTABKH «JIMIIHUX» HykieotunoB. [Ipu BI' xapakrep
MyTall HMEET HECKOJIbKO MHOH Xapakrep. I'eH, NOBpekaeHHE KOTOPOro
BbI3bIBaeT paszsutue bI, pacmonoxen Ha 4-ii xpomocome. OH KOJUPYET CHHTE3
Oenka, HA3BAHHOTO FeHTHHITHHOM, QYHKIUSA KOTOPOTO JI0 CHX IOpP HEAOCTaTOYHO
sicHa. Ilpeamonaraercs, 4To B HOpME T€HTHHITHH MMEET OOJbIIOe 3HAYCHHE JUIA
(opMUpOBaHHA HEPBHOH CHCTEMbI B 5SMOpPHOHAIBHOM MEPHOAE Pa3BUTHA
YeJIOBEeKa, a B JAJbHEHIIIEM SBISIETCS BCIIOMOTATEIBHBIM (DaKTOPOM U PabOTHI
JIPYTHX OENKOB KIETKH. | €eHTHHI'THH COJEPKUTCS B KIETKAaX Pa3IMIHBIX OPTaHOB U
TKaHel, 0JJHaKOo HauboJjiee MIMPOKO OH INpe]CTaBJeH B ToyioBHOM Mosre. [Ipu BI
pas3BHBaeTCsl AMHAMUYECKass MyTalus, 3aTparuBaromnias ornpeneaEéHHbId parMeHT B
CaMOM HauaJle TeHa TeHTUHITHHA. B HopMe B 3TOM y4yacTKe pacloiosKeHa LenouKa
U3 MOBTOPSIIONMIMXCS OJMH 3a ApyruM TpuiietoB CAG (IMTO3MH-aIeHUH-TyaH!H),
KOAMPYIOIIMX, KaK OTMEYAJIOCh BBIIIE, AMUHOKHUCIOTY TTyTaMUH. B HOpMme Takux
TPHUILIETOB cojiepkuTcst He Oosee 35, a mpu BI' ux kommyecTBo 1octuraer 40 u
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Oosabie (MakcHMalbHOE oOmnucaHHoe KonndecTBO CAG-IIOBTOPOB IPEBBIIIAET
180). CxemaT4HO CyTh JaHHOH MyTaluu H300paxkeHa Ha puc. 6.

a8

4-a xpomocoma: red HTT [FeHTHHITHH)

I;— oy :
—

(<27, HopmantHoe KonuuecTso CAG-NoBTOpOB

27-35 MpomenyTodHoe Konudectso CAG-nosTopoe
CAG-noeTopb!

Pucynok 6. Mymauyus, npueooawasn Kk pazeumuio 6onesnu I'enmunzmona.

Myrtanus Ha3BaHa AUHAMHYECKOH, Tak Kak konuyecTBo CAG-TpUILIETOB
(wmu, kak wacto ynomuHaercsi, CAG-IIOBTOPOB) BECbMa HEIMOCTOSHHO U MOXET
pasznuyuaThCsl Jaxke B Pa3HBIX KIeTKax onaHoro uenoBeka. KomnmyectBo CAG-
MOBTOPOB, KaK TIPAaBWJIO, MEHSAETCS B OOJNBIIYI0 CTOPOHY WpU IMeperade B
MOKOJICHUAX, OCOOCHHO 10 MY)KCKOW JIMHUH, 9TO, TAKUM 00pa3oM, OOBSICHSCT C
MOJICKYJISIPHO-T€HETHIECKOW TOUKH 3peHIsI JEHOMEHBI aHTUIIMIIAIIIH W OTIIOBCKOM
nepenadyu, 0 KOTOPBIX MBI paccKaszainu Bbime. YBennmdeHue dnciia CAG-moBTOpOB
BBIIIIE HOPMBI Ha3bIBACTCA MAaTOJIOTHYECKON SKCITaHCHEH.

Kakum 06pa3om 60J1e3Hb ['eHTHHITOHA BO3HHUKAET B ceMbe H poay?

Hcrounukom myrauuii npu BI' sBIsIOTCS 340pOBBIE JIMLA, Y KOTOPBIX
guciao CAG-noBTopoB coctaBmsieT 27-35 (cMm. puc. 6). OTH y4acTku 4-i
XPOMOCOMBI ~HeCTaOWJIBHBI W 00NaJaloT CIOCOOHOCTHIO K  YBeJHYEHHIO
skcnaHcnn  CAG-noBTOpoB B MOCJHEAYHOIINX NokoJeHHsix. KomudecTo
MOBTOPOB MeEHbIlIE 26 CTAaOWIBHO W, KaK MNPaBUJIO, HE HUMEET CKJIOHHOCTA K
HapacTaHHUIO IIPH Nepeaye U3 MOKOJIEHUS B TOKOJICHHE.

JIuna, y xoropsix unciio CAG-noBTopoB cocraBisier 36—39, 3aboseBaor
BI', gamie Bcero, B OYEHb IOXKWJIOM BO3pacTte, MpU4EM 3a00JICBaHUE MPOTEKACT Y
HHUX B CPAaBHHUTENBHO JETrKoH dopme. CyliecTByeT 3aKOHOMEPHOCTb, UTO Oo/biuee
konuwecmeo CAG-nosmopoe npueooum k 0ojee pannemy Ha4any 3abonesanusi N
ero Oosiee TSDKENOMY TedeHHIO, ofHako BennmunHa CAG-3KCIaHCHM OmpeesieT
NpPUMEPHBIil BO3PACT MOsiB/IeHHsI MepBbIX cumnTomMoB BI' b Ha 65-70%.
Ha Bpems Hauasia 3T0T0 3200JI€BaHMS OKa3bIBAIOT TAKXe OOJBIIOE BIMSHHE 00pa3
JKU3HHU 4YCJIOBCKA, YPOBCHBL €TI0 HHTCHHCKTyaHLHOi/’I JACATCIBHOCTH, (1)I/I3I/I‘-IGCK3H )41
conuajibHass akKTUBHOCTD.
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B cmydasx toBeHumnbHOW BI, 0 KoTopoil roBopmioch BhImIE (TIpH
MHOTOKPAaTHOW TIiepemade IO OTIOBCKOH ymHHNH), KomudecTBO CAG-mOBTOpOB
MOXeT nocturath 60—70 1 BhIIIE.

Kak sxcnnancusa CAG-noBTropoB
NPUBOTUT K Pa3BUTHIO (0Jie3HN [eHTHHITOHA?

ToHKHE MOJICKYJSIPHBIC MEXaHU3MBI DPa3BUTHS 3a00JCBaHUS OBLIH
PACKpPBITBI B TCHECHUC MOCICAHUX }IGCHTHHCTI/Iﬁ, XOTsd MHOI'W€ ACTalIn OO0 CUX TIOP
HemocTaTogHO sicHBL. OkcmaHcusd CAG-TIOBTOpPOB B T€HE, KOAMPYIOIIEM CHHTE3
TCHTUHITHHA, SBIIAETCS NPUYMHOW 0Opa3oBaHHS 3TOro Oenka C YIUIMHEHHBIM
MOJIUTIIYTAMUHOBBIM y4aCTKOM (TPakTOM) BCIIEICTBHE M30BITOYHOTO COJECPIKAHMS
AMHMHOKHCIIOTHBIX OCTAaTKOB TJIyTaMHHA. B 3TOM ciyyae OelOK MEHSET CBOIO
HOPMAJIBHYIO ~ CIIOXKHYIO IIPOCTPAHCTBEHHYIO YKIanKy (KoHpopmanuio) u
npruoOpeTaeT TOKCHMUYEcKHe cBoWcTBa. OH HauyMHACT HAKAIUIMBAaThCA B KIETKaX
OTIpeIeIEHHBIX CTPYKTYp TOJOBHOTO MoO3ra — THoiocaToM Tene (oOpa3oBaHO
0COOBIMH CTPYKTYPaMH: XBOCTATBIM SIAPOM M CKODJIYIOH) M OTHAENbHBIX YJacTKax
Kopsl (cM. puc. 7). I[lo Mepe HaKOIJIEHUS TOKCHYHOTO Oelika KJIETKH TOJIOBHOTO
Mo3ra MpuxoadaT B COCTOSIHUC Z[PICTpO(i)I/II/I, B HUX HapymaeTcs obMeH BCIICCTB, U
oM TuOHYT. llaromormueckuii mporecc MO Mepe CBOETO IPOTPECCHPOBAHUS
pacmpocTpaHseTcs ¥ Ha JpyTryue OTIEINBl TOJIOBHOTO MO3Ta, HallpUMep, THITITOKAaMIL,
KOTOPBII UTpaeT BaXXHYIO POJIb B 00ECTICYCHNN TTaMSTH.

IIponecc HakomnaeHUs aHOMAIBHOIO TOKCHYHOTO T€HTHUHITHHA PACTSHYT
BO BPEMEHM Ha JAECATUIETHS U HAuMHAETCS 33J0JIT0 A0 MOSBIECHUS MEPBBIX
BHEUIHUX MpOSIBICHWH 3a0oneBanus. [lonocaroe Teno sBIsieTCS  BayKHOM
MOJKOPKOBOH CTPYKTYpOH TOJNIOBHOTO Mo3ra. OHO OTBEYaeT 3a OCYLIECTBIECHHE
CIIO’KHBIX JBUraTENIbHBIX aKTOB M TOBEACHUE dYenoBeka. [Ipu ero mnopaskeHUH
pa3BHBaIOTCS pPa3HOOOpa3HbIE HENPOW3BOJBHBIC JIBIKEHMS, B IEPBYIO Ouepelb,
XOpenyeckue runepkuHesbl. Kpome 3Toro, mogkopKoBbIe CTPYKTYPBI, CTPaJaoIIne
npu BI', Hapszay ¢ KOpoil TroJOBHOIO MoO3ra IPUHHMAIOT BA)KHOE YYacTHE B
(GOpMUPOBAHNH TOHKHX MEXaHW3MOB IAMATH YEJIOBEKa, €r0 3MOIMOHAIBHBIX,
NCUXWYECKUX W TIOBEJCHYECKMX peaknuil. [lopaskeHne BBIIIEyKa3aHHBIX
AHATOMHYECKUX CTPYKTYp Ipu BI' MpHBOAWMT K pPa3BUTHIO TEX ICUXWUYECKHX H
KOTHUTHBHBIX HApyIIEHWH, O KOTOPBIX MbI TOAPOOHO TOBOPHIM B Hadyale
OpOIIIOPEI.

15



Kopa renoeHora Moara

Tnomans

MonocaToe Tent (KBcTATHE SARG + CRONMNA)
P e

Pucyuo:c 7. Pacnonoscenue nonocamozo mena 6 20J106H020 M032e.

JHK-guarmocruka
H MeJUKO-TeHeTHYecKoe KOHCYJIbTHPOBAHHE CeMeid,
OTATOIEHHBIX 00J1e3HLI0O ' eHTHHTTOHA

OTKpBITHE TEeHa, OTBETCTBEHHOro 3a bl, mo3Bomwio pa3paboTarh
OTHOCUTENIHO IPOCTBIE M BBICOKOTOYHBIE METOJbI AMArHOCTHKH HOCHTENBCTBA
MyTallid 3TOrO 3a00JIeBaHMS, OCHOBAaHHBIE HAa COBPEMEHHBIX MOJICKYJISIPHO-
reHeTudeckux TexHoyormsx. [lma mpoBeaenms JHK-gmarmocTukm mgoctaTtodHO
B3Th KpoBb (pexke JIHK Belmensiercs W3 KIIETOK, COIEpKAIIUXCA B CIIOHE)
NalMeHTa WM POJCTBEHHUKA M3 Tpynmbl pucka. [IpoBeneHue aHannsa OOBIYHO
3aHMMaeT OKOJI0O [BYX Hezenb. JluarHoctmka 3a0ojeBaHHS OCHOBaHAa Ha
OTIpeIeNIeHUH JUIMHBI y9acTKa TeHa TeHTUHITHHA, conepxkamiero CAG-IOBTOpHL, ¢
ToyHbIM (£ 1 mOBTOp) MOACYETOM UX KOJIMYECTBA. BeposTHOCTH OIMOKH
MPaKTUYECKH HUCKIIIOYEHA.

JHK-ngnarnoctuka BI, kak u m06oro apyroro HacieACTBEHHOTO

3a0osieBaHMsl,  SABJISETCS ~ OCHOBOM  CHCTEMBI  MeAMKO-TeHeTHYeCKOro
koHcyasTHpoBanus  (MI'K), npencraBmstromero  co0Ooii  0ocoOblii  BUA
CIEeUAIN3UPOBAHHON MeIUIIMHCKO N TIOMOIIIH, HalpaBJICHHBII Ha

MIpeAYNpeXIeHHE TOSABICHHUS MOBTOPHBIX CIIydaeB HacJeJICTBEHHBIX 3a00JeBaHMM
B OTATOIEHHBIX ceMbsix. Ocoboe 3Hauenne MI'K mpuobperaer mpu Hammuuu B
CeMbE TSDKENBIX U MOJTHOCTHIO HEM3JICYNMBIX Ha CETONHSIIHUN JeHb 3a00JIeBaHMH,
nogo0ueIx BI'. MI'K BkirouaeT B ce0s HECKOIBKO OCHOBHBIX 3a0a4:
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—  YCTaHOBIICHWE TOYHOTO JWArHo3a W THIIA HaclleJOBaHHSA 3a00JIeBaHUS B
KOHCYJBTUPYEMOI CeMbe;

— pacu€T TeHEeTHYEeCKOTO pHCKa Y KOHCYJIBTHPYEMBIX POJCTBEHHUKOB,
BKITIOYass (TI0 BO3MOXXHOCTH) TOYHOE YCTAaHOBJCHHE WX T'€HETHYECKOTO
craTtyca c [IOMOUIBIO METO/I0B JHK-nuarnoctuku
(TIpecuMITTOMaTHYECKOE, HITH MPETUKTHBHOE, TECTHPOBAHUE);

— ompeleieHWe TIpOTHO3a IMOTOMCTBA M OIpelelieHHe  Hamboliee
3¢ GeKTHBHOTO criocoba MPOQIIAKTUKYA HOBBIX CliydaeB 3aboseBaHus (B
TOM 4YHcie ¢ momombio mnpeHaTansHoM JIHK-mauarnoctuxu mmona Ha
PpaHHUX CpoKax OepeMeHHOCTH UM c HCIOJIb30BaHUEM
MPEUMILIAHTAIIHOHHOM T€HETHUECKOM TMarHOCTUKH );

— OOBSCHEHHE KOHCYJIbTUPYEMBIM JIMLIAM CMbIC/Ia IOJYYEHHOH U
MIPOaHAIM3UPOBAHHON HHPOPMALINY;

— TOMOMIIb KOHCYIBTHPYEMOW CEMbE B pEIICHHH IeNIOT0 psia APYTHX
BOIIPOCOB, KACAIOIIUXCA IUIAHUPOBAHUS JKU3HHU, PENPOAYKTHBHOTO
MOBEJCHUS ¥  BO3MOXHOCTH  JETOPOXKACHHUS,  ICHXOJOTHYECKOM
TIOJIICPKKH, COITMATIBHOM alanTalliuy U T.1I.

Tounast mocraHoBka muarHo3a Bl sBisgeTcs TepBBIM HEOOXOIUMBIM
stanioM MI'K anst oGpaTuBIierocs 3a MOMOIIBIO JTUIA (CEMbH). DTOT dTal MOXKET
OCYILECTBIIATECS BPadOM-HEBPOJIOTOM, BPAuOM-T€HETUKOM MEIUKO-T€HETHYECKOH
KOHCYJIbTAlMK J1H00 (B uiease) KBaIM(UIMPOBAHHBIM CIIELUAIMCTOM B 00J1acTu
KJIIMHUYECKOW HeWporeHeTHKU. IIpaBuiibHO NpOBENEHHBIM aHAIU3 POIOCIOBHOM
MO3BOJISIET BBIIEINUTE B KOHCYIBTHPYEMOI CEMbe TaK Ha3bIBaEMyIO I'PYIIy pHcKa,
KOTOpas U siBisgeTcs ocHOBHBIM 00BekToM MI'K. Ilox rpymmoii prcka MOHUMAKOTCS
POJCTBEHHUKH OOJBHOTO, KOTOPHIC B COOTBETCTBHH C ayTOCOMHO-IOMHHAHTHBIM
THUTIOM HACIICZIOBAaHHUS MOTYT SBIATHCS HOCHUTEISIMU MyTaHTHOTO TeHa bI' i mMeror
BBICOKUI PHCK 3a00JI€Th JTaHHBIM HACICACTBEHHBIM 3a00JIEBaHUEM WU MEpeaaTh
MyTaHTHBIN reH notoMmcTBy. Ilpu BI' k rpynme pucka oTHOCAT neTeil mauueHTa, a
TaKkkKe ero OpaTeeB W cecTép: A KaXIOro W3 O3TUX JHI[ TPH POXKICHUH
TEOPETHYECKUH PHCK YHAcleloBaThb MYTallMi0 U 3abojieBaHHE COCTaBISET, Kak
OTMeYaIoch BhIIIe, 50 %.

B ®T'BHY «Hayunslii ientp HeBposorun» (panee — HUUW HeBpomornn
PAMH) (r. MockBa) pa3paborana cTpoiiHas u s¢¢dekruBaas cucreMa MI'K cemeid,
oTsroméHusix bI'.  JlaHHBIM 3a0oneBaHWEM COTPYAHHMKM HaydHoro 1eHTpa
HEBPOJIOTUH (B T. 4. 5-TO HEBPOJIOTHUYECKOTO OTACICHHS) 3aHUMaloTCs CBBIme 50
net. 3a 3TO BpeMs coOpaHa oOmupHas 0a3a JaHHBIX ceMel, cTpamatonux BI, B
KoTOpyro BxomaT okoso 400 cemeit u3 Poccuu u apyrux crpan CHI'. C 1994 r. (1o
€CTh CITyCTSl BCEro TOJ IOCJE€ OTKPBITHS TOYHOW CTPYKTyphl reHa BI) Ha Gase
JAHK-naboparopuu otneneHusi BnepBble B Poccum HadaTo mpoBeneHHE MPSMOM
JAHK-mnarnoctukun bBI'. B Teuenme mnocnemnux ner JHK-mgmarnoctuka BIT
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OCYIECTBIISICTCS B Hamieidl nmabopaTopuu MeTOIoM (ParMEHTHOTO aHalu3a —
MPOCTHIM M TOYHBIM JUArHOCTHYECKUM I1OAXO0JI0M, HCIIONb3YEMBIM C 3TOU LENbIO
BO BCEM MHpE.

MI'K npu BI' ocyumiecTBisieTcs B COOTBETCTBUM C MEXAYHApOIHBIMHU
MIPOTOKOJIAMH, aTallTHPOBAHHBIMU C YIETOM pOCCHiicKol crenuduku. Ha mepBom
JTarne MpoBOAWTCA Oecela ¢ WieHAMH OOpaTHBIIEHCS 32 MOMOIIBIO CEMBH C
TIIATEJIBHBIM ~aHAIU30M ceMeifHoil ponocioBHON. IlpoBogurcs mMOAPOOHBIM
KIUHAYCCKHI OCMOTpP OOJIbHBIX TAlIMCHTOB M 3I0POBBIX POICTBCHHHKOB U3
rpynmel  pucka. Kak mnpaBuio, Ha3HAYAIOTCS OMOJHHUTENBHBIC OO0CICIOBAHUS
(MarHUTHO-pE30HAHCHAsT TOMOTpadusi TOJOBHOTO MO3ra, OICHKA IO Pa3InIHBIM
IKajgaM W TIp.), TOMOTAIONIFE Bpady OICHUTh COCTOSHHE TOJIOBHOTO MO3Ta,
NaMsATh, BHUMaHWE, SMOIIMOHAIBHOE COCTOSHUE dYenoBeka. Jlamee oOBsICHIETCS
posib u Bo3moxHOCTH JIHK-IMarHoCTUKM A MOCTAaHOBKM TOYHOTO JMArHosa y
OOJIBHBIX U OTIPEICTICHAS BO3MOXXHOTO HOCHTEIBCTBA MyTaHTHOTO reHa B mumamu
U3 TPYIIBI PUCKA.

JHK-quarHocTuka y KJIMHMYECKH 3/10POBbIX POJACTBEHHUKOB
0oabHbIX ¢ BI' mpoBoauTCs HCKIIOYMTENbHO HA N00OPOBOJILHON OCHOBe C
NnpeIBapUTeIbHbIM 3al10JIHEHHEM UMHU MH(OPMHPOBAHHOIO COLJIACHS MOCJe
MOJIydYeHHs1 BCeX pPa3bsICHEHUH OTHOCUTEIbHO mporHocTuyeckoro JJIHK-
TectupoBaHus. Crermanuctsl, nposomsnie MI'K, B cBoto ouepens, 00A3yr0TCS
cobmronaTh KOHGUACHINATHHOCTE pe3ynbTaToB JJHK-TecTupoBaHus B OTHOIIEHUN
TPEThHUX IUI, BKJIIOYas pabotomarens. Kpome 3Toro, mumaMm W3 TPYMONBl pUCKA
BCET/Ia MPEOCTaBISETCS TOTIOJHUTEIBLHOE BpeMsl el pa3 MmoAyMaTh W B3BECHTH
Uil ce0s BCe 3a M MPOTUB IONydeHHs HHOpMAaIu O CBOEM TCHETHYCCKOM
cTaryce. JTO CBSI3aHO C TEM, YTO B PAIC CIy4aeB YCIOBEK, NOJIYIUB HHHOPMAIHIO
0 HOCHUTEIBbCTBE T'€Ha TSHKEIOr0 HACIEJCTBEHHOrO 3a00JIeBaHUS M HEU30EKHOM
passutun BI' B ompenenéHHOM BO3pacTe, MOXKET HWCIBITaTh CHJIbHEHIINN
TICUXOJOTHYECKU cTpecc. MBI cTapaemcsi B 3THX CIy4asiX OKa3bIBaTh BCAYECKYIO
MICUXOJIOTHYECKYO TOIJIEPIKKY, MOJHOCTHIO COOIOIAst MIPUHIUI TOOPOBOIBHOCTH.
B TO e Bpems, MHOTHE POJCTBEHHHKH IMAIMEHTOB W3 TPYIIBI PUCKA CTPEMSTCS
cnenats cebe JJHK-tectmpoBanue, 4TOOBI MOTYyIUTH MTOJA0OHYIO MH(OPMAITHIO, TaK
KaK OHM CUHMTAKOT, 4YTO HpPH 3TOM CMOTYT Jydylle CIUIAHUPOBAaTh CBOIO
MOCJIEAYIONLYIO )KU3Hb U )KU3Hb CBOEH CEMBH.

B ciydae mnomydyeHus JIMOOM M3 TpPYNIbBl PUCKA IOJOXKHUTEIBLHOTO
pesynprata JIHK-muarHoctukm (T.e. TIpW BBIABICHUW HOCHTEIhCTBA TeHa bI)
MPOBOIUTCS TOAPoOHas Oecesla ¢ COOOIICHHEM pUCKa TMepeadyldl MyTaHTHOTO I'eHa
moToMCTBY. B psime cinydaeB BO3MOXHO TpoBereHue mnpeHatanbHou JIHK-
JUATHOCTHKH IUIOJA HA PAHHUX CPOKAaX OCPEMEHHOCTH, T. K. MPU HOCUTEIILCTBE
MATOJOTMYECKOro reHa bl ogHUM M3 poauTeNiel pUCK YHACIEIOBaTh 3a00JIeBaHUE
s Oynmymiero peoénka coctaBisieT 50 %. Ilpenaranpnas JIHK- aumarnoctuka
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npoBomutcs aub0 Ha cpoke 9-10 Hememb (mo 12), mbo BO BTOPOM TpHMECTpe
O6epemenHoctn (B 17-18 Hemens). B mepBom ciyyae BBIONMHSETCS OMOTICHS
XOpHOHa (TIalleHTh), MPH 3TOM BCErJa CYHIECTBYET OMNpPEACIEHHBI PHCK
HeBbIHAIMBaHU OepemenHocTH (1,5-2 %). OmHako B ciiydae HEOOXOIMMOCTH
npepbeIBaHNs OEpEMEHHOCTH (NP BBISBICHHH HOCHTENbCTBA TeHa Bl mromom) ero
MOXHO OCYIIECTBHTh MaKCHUMaJIbHO Oe30omacHbIM criocoboM. [Ipn nuarnoctuke Ha
no3aHux cpokax (17-18 wHemenp) B KadecTBe MaTepuaja i HCCIIEJOBAHUS
Oepércst OKOJIOIUIOJHAS JKUAKOCTh MYyTEM IPAaKTHYECKH O€30MacHOil IyHKLIUH
mioaHoro my3eips. Pesyneratsl JIHK-nuarHoctuku mpu 3ToM HajnéxHee, 0JHAKO
Ha 3TOM CpOKe OEpeMEHHOCTH BO3MOXKHOE €€ IpEepBhIBAHHME COIPSDKEHO C PSJIOM
TPYAHOCTEH, TaKk KaK HEPEAKO MPUXOAUTCS BBI3BIBATH UCKYCCTBECHHBIE POMBI.

JHK-mnarHoctuka u TpepbiBaHME OEpPEeMEHHOCTH IO MEAUIHCKUM
MOKa3aHUsAM BO3MOXHBI Ha Cpokax 10 25 Henmenb. Mbl Bcerna naém IpaBo
CeMEHHOM mape caMOH pemarb, OCTAaBUTh JIM OEpPEeMEHHOCTh B Cllydae
nonoxurenbHoro pesynprata JIHK-tectupoBanms. I[lpu HeOombimoil BemmamHe
CAG-3kcniancun BI' pa3BuBaeTcst B 3pejioM BO3pacTe, MPENOCTaBisisi HOCUTEIIO
MyTaluy HECKOJBKO JECATHIIETHH Ul aKTHBHOM, MOJHOLIEHHOW JKH3HHM, a TaKKe
OCTaBIISIsl peajbHBIA IIAHC JIOXKHTH JI0 NMOTEHIMAIBFHOTO BHEAPEHUS B NPAKTUKY
3¢ (eKTUBHBIX METOAOB JedeHus Oone3nu. OJHAKO MBI HacTauBaeM Ha
MIpEepBIBAaHIM OEPEeMEHHOCTH B CIy4ae MHOT'OKPAaTHOM OTIIOBCKOW Mepemayd B
ceMmbe W Haimuuus Oosblioit skcriancun CAG-noBTopoB (6osee 60), Tak Kak mpu
9TOM y peO&HKka HeW30eKHO pa3BUTHE TsDKENEHIe IOBEHUILHOW (OPMBI
3a00JIeBaHMUS.

CoBpeMEHHBIM TEPCIEKTHBHBIM METOJOM TIEPBUYHONH HPO(WIAKTHKH
neperaud bI' W3 TOKONEHHWS B IIOKOJEHHE SIBISIETCS NPEUMIUIAHTAllMOHHAS
renernueckass auarnoctuka (IICI; amrn. PGD — preimplantation genetic
diagnosi3. Jlns mnposenenuss I[I['J y KEHIIUHBI CTUMYJIUPYIOT OBYIISIIHIO
(co3peBaHMe SIMIEKIICTOK) M IOJIYYalOT Cpasy OKOJO 7—8 SIHIEKIETOK, KOTOpHIE
OIIIOIOTBOPSIOT B JIAOOPATOPHBIX YCIOBHSAX CIIEPMaTO30MAaMu mapTHépa. OOBIYHO
Ha 5-¢ CYTKH OIUTOIOTBOPEHHAS SIMIIEKIIeTKA y)Ke MOJeNMIack ¢ oopazoBaHueM 6—8
0coOBIX KIIeTOK (OylacTromepoB). Ha sToMm 3Tame mpoW3BOAMTCS OHMOICHS ITHUX
KJIETOK ¥ MIX aHAJIN3 Ha HOCUTENhCTBO MyTaruu bI'. JlanHas mporemypa oObIIHO HE
HapyIIaeT AalbHEWIIero pa3BUTHA 3MOpHoHA. VIMmmaHTanus 3apofsliia B MaTKy
MIPOMU3BOIUTCS TONBKO MOCTIE UCKJIIOYEHHS Y HEr0 HOCUTEIbCTBA MyTaHTHOTO T'€Ha,
MO3TOMY HCXO0J OCpPEeMEHHOCTH CTAHOBHUTCA OJHO3HAYHO OJArONpHSTHBIM C
TEHETUUECKON TOUKH 3pEHHUS.

Crenyer NOAYEpPKHYTh, 4YTO, B COOTBETCTBUM C TpeOOBaHHIMHU
MEXKTyHapOAHBIX POTOKOJIOB, Mbl He MpoBoauM JIHK-TecTHpoBaHue 310POBBIM
JAeTsIM M3 IpyNNbl PHCKa N0 NMpockde X poauTeseil 10 TOCTHXKEHHS UMM
BO3pacTa coBepumieHHoseTus (18 jer). DTo nemaercss ¢ LEIbIO 3alIUTH MPaB
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peOEHKa, TaK KaK OTMEYAIIUCh MIPEICACHTHI YIIEMIICHHS €T0 MPaB POAUTEISIMHU TIPH
MONyYCHHH WMH WHPOPMAIUU O HOCHTEIhCcTBE peO&HKoM MmyTtamwu BI. HOHBIA
TpaKAaHUH [OJDKEH CaM CO3HATEIbHO IPHHATH pEIICHHE O HEOOXOIMMOCTH
npoxoxaeHns npouexyps! JJHK-nuarnoctiku 6e3 kakoro-ammbo Ha)KuMa M3BHE €O
CTOpOHBI POJICTBCHHHKOB, BKIIO4Yas poauTeneil. VckmodeHue, OmATh IKe,
COCTAaBIISIIOT CiIy4au IOBEHWIbHOH BI'.

ITocne moctaHOBKM TOYHOTO IuarHo3a u 3aBepuieHus JJHK-nuarnoctuku
B KOHCYJIbTHpPYEeMOH ceMmbe, oTsaroméHHoit mo BI, pabota c cembéil He
3aKaHYMBaeTCs. TecTHpyeMbIM JIMIaM BBIAAETCS IMOAPOOHOE IHUCHMEHHOE
3aKiII0oYeHre. MBI MOCTOSIHHO TOTOBBI peliaTh BMECTE C WICHaMH CEMbHU JIIOObIe
BOTIPOCHI, KacaloIMecs TaHHOTO THKENOro 3aboyieBaHMS, OKa3bIBaTh BCAYECKYIO
MOJIACPKKY M TOMOIIB.

Takum oOpasoMm, mpu mnpoBemeHun MIK MBI mpuaepxuBaemcs
HECKOJIBKUX KJIFOYEBBIX MPUHIINIIOB, TAKUX KaK:

—  WH(OPMHPOBAHHOE COTJIACHE;

—  10OpOBOJIBHOCTB;

—  KOH(UICHINAIHHOCTS;

—  TPUOPUTET MHTEPECOB KOHCYIBTUPYEMOTO JIUIA U COOIIIOICHHE B ITOJTHOM
00BEMeE ero mpas;

— TIOCTOSIHHAS IICHXOJIOTMYECKasi, IpaBoBas M MEIUIIMHCKAs MOJAEp)KKa Ha

BCEX ATanax MEAUKO-TeHETHIECKOTO KOHCYIBTHPOBAHHUS.

IIpumensiemMblli HAMM NOAXOJ SIBJIETCS Ba)KHEHMIIMM IIAroM K PELIECHUIO
pazHooOpa3Heix mpobiem nporaoctudeckoro JIHK-tectupoanmss mpm BI'. Ilo
Mepe BHEAPEHUS B MPAKTHKY 3((GEKTUBHBIX METOJIOB JIEYECHHUS 3TOr0o 3a00JIeBaHMs,
npunnunsl MI'K, HecomHeHHO, OyayT mojaBepraTbcs 4YacCTHYHOMY HepecMoTpy. B
yacTHOcTH, nporHocruueckoe JIHK-tectmpoBanme Oyner Hocute 0Ooree
HACTOSITENbHBII UM UMIEPATUBHBIM XapakTep, MOCKOIbKY MAaKCHMAJbHO paHHee
BBISIBICHHE ACHUMITOMHBIX HOCHTEIEH MYTaHTHOIO Ie€Ha CTaHeT KJIIOUEBbIM
(baxTOpOM JUIA Havyasa NPOPHUIAKTHIECKOTO JICUCHHS U NTPEJOTBPAILICHUS Pa3BUTHUS
0oJe3HU B OyayIIieMm.

Jleuenue 60J1e3HM 'eHTHHITOHA

Ha mnpotsbkennn MHOTHX necstwietnid Bl cumramachk ¢aTalbHBEIM U
HEHM3JICYMMbIM 3a00jeBanreM. Kak 0TMedyaioch BhIIIE B MCTOPHUECKOM 0030pe, B
CTapUHY MPUMEHSIIUCH Pa3IMYHbIC METOJBI BO3JCHCTBHS Ha 0OJIE3Hb U OOJBHOTO
— OT «U3THaHUA OECOB» JI0 PUTYAIBHBIX IUISICOK. [locie onucanus 3a00JCBaHUS B
XIX B. Takke MPUMECHSUIUCh PA3IUYHBIC METOJBI JICUCHHsS, BKIIOYAs CpPEICTBa
TPaIUIMOHHON HAPOMHOW MEWIMHBI, IMOJYaC BEChbMa JK30THUYCCKHE U
HeOe30MacHbIe IS MAlMEHTa, HO BCE OHU OBLTH HEA((CKTHBHEI.

20



[TarieHTsl W 4YICHBI WX CEeMeW YacTO MHTEepPeCylOTCS B OTHOIICHHHU
3 PEKTUBHOCTH TEX WIJIM UHBIX CPEACTB JICYCHUs, BKJIIOYAs METOJbl HapOJHOM
MEIMIUHBI, (UTOTEpPaNHio, pa3IMYHBIE METOABl BOCTOYHON  MEIWIMHBI,
romeonatuu 1 T.1. O6nanasi COBpeMEHHBIMU 3HAHUSMH O T€HETHYECKOW NPHUPO/Ie
3a007IeBaHUA M MEXaHHM3Max ero pa3BUTHS, MBI MOXEM KOHCTaTHPOBAaTh
Hea((EeKTUBHOCTD MOAABISIONIET0 OOJIBIIMHCTBA MOAOOHBIX METOJIOB JieueHus. B
HEKOTOPBIX CIIy4asX MOXET OBITh JIOCTHIHYT BPEMEHHBIH OOIIEeYKPEeIUITIOmuii
3¢ ¢dekT, KOTOopblii MOXeT OBITh CBs3aH ¢ 3(dekroM CcaMOBHYIICHUS U
CyOBEKTHBHOH YyBEPEHHOCTH B MPUMEHSEMOM METOJE, OJHAKO TIPH 3TOM,
6e3yCcIIOBHO, HE OKa3bIBaeTCsl HUKAKOTO BO3/IEHCTBUS Ha IOCIEICTBHS MYTALlMH B
rere bI' Ha 4-11 xpoMocoMme.

K coxanenuro, Hepeaxko MHAaIMEHTBl U HMX POJCTBEHHHUKHU YBIIEKAIOTCA
MOJOOHBIMH METOJaMHU JICYCHHWS M YIIyCKAalOT BpeMs, KOTZa MOXHO Oojee
3(h(HEKTUBHO CKOPPEKTUPOBATH UMEIOIIHECS] CUMITTOMBI bI.

XoTtuMm eni€ pa3 NOJYEPKHYTh, YTO B HACTOSAIIEE BPEMS CPEACTB MIOJIHOTO
n3eyeHus 3a001eBaHus He cymiecTByeT. [IpuMeHsemMble COBpEMEHHBIE MTpenapaThl
HalpaBJIeHBl, B TIEPBYIO OdYEpeab, HA OOJIETYEHHWE COCTOSHHUS OOJBHBIX,
YMEHBIICHNE HACWJIBCTBEHHBIX [BI)KGHHH, 1O BO3MOXXHOCTH CMSTYCHHE
NCUXUYECKUX U UHTEIUIEKTyalbHbIX HapymeHuil. Ilpu 3ToM npumeHseMoe
KOMILIEKCHOE (MEIUKaMEHTO3HOE U HEMEIUKaMEHTO3Hoe) jedeHue bI' mo3Bomser
B psJe CiIyyaeB INPUTOPMO3HTH pa3BUTHE 3a00JE€BaHMS W YIYYLIUTh KadyecTBO
JKU3HU MAIUEHTOB.

Crnenuamucramu  OI'BHY  «Hayunblif  1meHTp  HEBpoJOrum» IO
JIBUTATENIbHBIM ~ PACCTPOMCTBAM,  HACIEJACTBEHHBIM M JeT€HepaTHBHBIM
3a00/I€BaHUSAM HEPBHOM CHCTEMBI NPHMEHSIOTCS OOLIEMHUPOBBIE IOIXOIBI K
neuenuro bI.

Jlnst yMeHbIIEHH HAaCHIbCTBEHHBIX IBIDKCHHH B Tele (TMIEPKHHE3OB),
yalle BCEro, NMPUMEHSIOTCA MpenapaTsl M3 TPYNIbl ATHUINHWYHBIX WIH THUITHYHBIX
HEWpOJIeNTHKOB (OJIaH3AINH, apUINIIPA30Jl, CYJIbIUPH], THAIPH, TaIOIEPUION).
[Tpuém nogoOHBIX NpenapaToB CIOCOOEH CYLNIECTBEHHO YMEHBIINTh XOpPEHUECKHe
TUIEPKUHE3bl y MAIMeHTOB U yIY4IIUTh UX caMOuyBcTBUE. [[pyrum mpemaparom,
CTaBUIMM JOCTYIHBIM U B HAllleH CTpaHe I Koppekuuu xopeu npu bI', asisercs
TeTpabeHasuH. HeoOGXxoaumMo OTMeTUTb, 4YTO OTH MpemnapaTsl HMEIT CBOU
MOKa3aHMSA U MPOTUBONOKA3aHUS M JOJDKHBI HA3HAYATHCS TOJBKO METUIIMHCKHUM
CHEIHATHCTOM.

Jis nedeHnst HapyIEeHWH CHAa U ACTPECCUH NMPHMEHSIOTCS COBPEMEHHbBIE
5 QeKTHBHBIE CHOTBOpPHBIC MpemapaTtsl MW aHTHAENpeccaHThl. Koppekims
NCUXUYECKUX PACCTPOUCTB MPOBOAUTCS MPHU YYACTHUH CHELHATHCTOB-NICUXUATPOB
IMyTEéM Ha3HAYEHUS COOTBETCTBYIOIINX COBPEMEHHBIX JEKAPCTB.
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KoppeKuI/m KOTHUTHUBHBIX Hapy[HeHHﬁ MOXET IIPOBOANUTHCA KakK
Ha3HauYEHHEM JICKapCTBEHHBIX MPETapaToB (HapuMep, MEMaHTHH, pUBACTUTMHH U
PSR Opyrux), TaKk M CHCTEMATHYECKHMH 3aHATHSAMH IO TPEHHUPOBKE MAMATH H
mblnuieans. CTout OTMETHUTH, YTO B HACTOAMICEC BPEMSA CYIIECTBYET HEMAJIO B T. Y.
QJICKTPOHHBIX HpI/IJ'lO)KeHI/Iﬁ JUIL IUIAHIIETOB H TeJ'Ie(i)OHOB, HampaBJICHHBIX Ha
KOITHUTUBHYIO TPEHHUPOBKY.

BesycnoBHO, OnaroTBOpHOE BO3AEHCTBHE HA TeueHHE 3a0OJeBaHMS
okaszpiBaeT OmarompusarHas aTMmocepa B CeMbe, OTCYTCTBHE CTPECCOB W
NCUXOOMOLIMOHANBHBIX ~ HEperpy3ok. POJICTBEHHHMKHM  NAlMEHTOB  JOJKHBI
0CO3HaBaTh, YTO BO MHOTOM OT MX HMOMOIIIN 3aBUCHUT KaueCTBO JKM3HU X OJIM3KUX,
CTpaJaroLIUM 3TUM TSDKENBIM 3a00JI€BaHIEM.

Crnenyer ynenath BHUMaHue M muTaHuio. [Inma nomkHa OBITH, IO
BO3MOXKHOCTH, pa3HOOOpa3HOH: MsACO, pbida, MOJOYHBIE IPOAYKTHI, OBOIIH,
(pykTeL. XKemaTenmbHO HE YBIEKATHCS JKAPSHBIMH NPOLYKTaMH — JIy4Ie BCETO
3ameKkaTh WIM TOTOBUTH Ha Mapy (1T MaKCHMaJIbHOTO COXPaHEHHs IMHTaTEeIbHBIX
BeriecTB). [Intanme HOMKHO OBITH HE MeHee TPEX pa3 B CYTKH (a MHOTIA U dare).
Ha onpenenénnom stane bI' manmeHThl MOTYT HAUMHATh HEKOHTPOJIUPYEMO TEPSITh
Maccy Tena (XymeTh), 9To TpeOyeT yBeTWUeHHs KaJOPHHHOCTH parpoHa. Kpome
TOTO, TPH JUIUTEIEHOM IPOrPECCUPYIOIIEM TEYEHHH 3a00JIeBaHMS W IIOSIBICHUU
rpyObIX HapylIeHHH TJIOTaHWS C 4YacThIMM HONEPXUBAHUSIMH HEO00XOIMMO
o0ecrieunTh KOPMIICHWE HM3MENBbYEHHOM WM XUIKOW NHINeH (MHOTIa W depes
30H1). JletansHo ocobeHHocTH nuTanus pu bBI' ocBeleHsl B Halel crienuanbHOM
Opo1Irope 1o 3Toi TeMe.

OmHMM ®3 KIIOYEBBIX MOMEHTOB B IOAJCPKAHWHM MAaKCHMAIBHO
BO3MOXKHOTO  (PM3MUYECKOTO  ONaromoiyddsi  SBISAETCS  HHIUBHUIYaJIbHO
aJanTHPOBAaHHAS JO3MPOBAHHAS ©XKEJAHEBHAas (QH3MUECKas aKTHBHOCTh. B
OpTraHW3aINH TOCIEeTHEH OObIIas Poibh MPHHAMICKHAT PETYISIPHBIM 3aHATHAM C
(hu3nIecKuM TeparneBTOM (MHCTPYKTOPOM MO (DM3UYECKOH KyIbType), KOTOPBIHA
CHenHaTH3upyeTcss Ha paboTe ¢ MAlMeHTaMH C JBUTATENBHBIMU HAPYIICHUSIMH.
JKenatenbHO MPU 3TOM HMCKIIIOUUTH THKENBIA (U3NUCCKUN TPy HA MPOU3BOJCTBE
U omMa, 0co0eHHO, TsDKENbIE NayHble paboThl. B mpuHuMne, pabora mauueHToB 110
JIOMY TPUBETCTBYETCS, HO OHA HE JOJDKHA OBbITh H3MaThiBaromieil. [loses3Hsr
MIPOTYJIKM Ha CBEXKEM BO3/1yXe, B TOM YHCJIE B JIECOIIAPKOBOI 30HE.

HecoMHeHHO, 4TO HOBEWIINE OCTHXKCHHMS MOJEKYISIPHOW OHOJIOTHH U
MEIULMHBI CIIOCOOCTBYIOT TMOHMCKY 3()(EKTHBHBIX CPEICTB JICYCHUS TSKEIBIX
HaCIICICTBEHHBIX 3a00yieBaHUI. B HacTosmiee BpeMs MBI SBISIEMCS CBUACTEISAMU
VHHUKAIBHBIX COOBITHH B HAyYHOM MHUpe: HAOMIOmaeTCsl BCIDIECK Pa3BUTHA
WHHOBAIIMOHHBIX IIOAXOJOB K JICYCHHIO HACICICTBCHHBIX 3a00JIeBaHUI, B TOM
gucne u BI. B KoHTekcTe »TOro 3aboiieBaHWS BaXHO OTMETHTh, 4YTO B
JTOKITMHAYECKUX HCCIEHOBAHUAX OBIIa TOKa3aHA IEPCIIEKTUBHOCTh IallbHEHIICH
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pa3paboOTKN TaKWX CIOKHBIX TepaNeBTUYECCKUX TMOIX0J0B, kKak npuMmeHenne PHK-
MHTEp(EPEHINH M AHTHCMBICIOBBIX OJHMTOHYKJIECOTHAOB, KOTOPBHIE IO3BOJISIOT
«BBIKJIIOYATh» MYTAHTHBII Te€H ®3 paboTel M MOJABISATE TakUM 00pa3om
obpazoBanme MytaHTHOTO reHTHHTTHHa. C aBrycra 2015 . mo HOs6ps 2017 T.
ObUI0  TIPOBENEHO MEPBOE  MCCIICAOBAHHE TPUMEHEHUS  aHTHUCMBICIOBBIX
omuronykieoTuaos (mpemapat ISIS 443139, on xe R0O7234292, wmn RG6042) y
mozaeit ¢ BI'. B 3ToM NMMIOTHBIM HCCIEOBaHMM C ydacTHeM 46 NalUeHTOB U3
Kanansl, 'epmannu n BennkoOpuranuu ObLIO MOKa3aHO, YTO caM Mpemnapar u
IpoLeaypa €ro peryjisipHOro HWHTPATeKaJbHOro (C IOMOLIbIO JIFOMOATbHOM
NYHKIUM) BBEJICHHUS IEPEHOCWINCh  XOpollo. [lomydeHHbIE  pe3yibTaThl
MOCTY XU OCHOBaHMeM Juii crapra B 2018 r. Ooiee KpPyMHOTO KIMHHYECKOTO
WCCIIeIOBaHMs 3TOTo npenapara y nanueHToB ¢ bI” mox nazBannem GENERATION
HDI1, B xoTopoM npuHuUMaeT yyactue yxxe 660 uenoBek u 18 crpan mupa, BKIO4ast
Poccuto. 3aBepuienue nccieqoBanys 3amiaHupoBaHo Ha 2022 r.

[lepeuncnennsle pa3pabOTKH BCEISIOT YBEPEHHOCTh B IIOSIBJICHHE B
nepcrekTiBe 3(GQEKTUBHBIX IPENapaToB, CIIOCOOHBIX 3a0JIOKMPOBATh Pa3BHUTHE
3a0oJIeBaHNS HAa CaMbIX PAaHHUX €r0 CTAaAMsAX 3aJOJiro 0 TOSBICHHS MEPBBIX
KIMHIYecKnX cuMnToMoB BI, uTo obecrieunt HocuTensiM MmyTanuu BI' 3m0poByro
MOJHOLIEHHYIO JKW3Hb, a YK€ 3a00JEBLIMM JIIOJSM [O3BOJIUT CYIIECTBEHHO
YIy4IINTE CBOE COCTOSIHME.

Pucynox 8. Ilpouedypa unmpamexanbHo2o 686e0eHUA AHMUCMBICTIOBHIX
0JIUZOHYKIE0MUO08 RAUUEHMY 8 PAMKAX MEHCOYHAPOOHO20 KTUHUUECK020
uccneoosanus c ywacmuem Hayunozo yenmpa neeponozuu
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Mexnynapoanasi accouuanus 6oj1e3Hu 'eHTUHITOHA M
OO0mecTBo NomMomy nNanueHTam ¢ 6oJe3nnio IlapkuHcona,
60J1e3HB1I0 'eHTHHITOHA
W IPYrUMH HHBAJIMIU3NPYIOIIUMH paccTpoiicTBaMu ABH:KeHni B Poccun

MexayHnapoanas accoumauusi 1o BI  (International Huntington
Association — THA), Osiia ocHoBana B 1977 r. B Heé Bouutn, Hapsgy c
HEBPOJIOTaMH, TCHETHKAMH, TICHXOJIOTAMHU M CIICIHAINCTAMH IO 3TUKE, MAI[UEHTHI
W WIEHB HMX ceMel. Accoluanusi TpeAcTaBisieT co0oi HempogecCHoHaTbHOE
o0beIMHEHNE TOOPOBOJIBHBIX HAIMOHAILHBIX OOIIECTB MOMOINN ceMbsiM ¢ BI' u3
6onee, yem 30 crpan mupa (B ToMm uncie U u3 Poccun). B Hactosmiee Bpems IHA
ABJISIETCS BEChbMa BIMATENBHON OpraHM3alnueil co 3HaYUTeNbHBIMH (DUHAHCOBBIMHU
BO3MOXKHOCTSIMHM,  o0ecrieunBamoniel  MOAJEPXKKY  BaKHEHWIIMX  HAYYHBIX
MCCIIEJIOBaHU 110 JaHHOMY 3a00JIEBAHMIO, 3 TAKXKE MPOBEJICHNE MEXIYHAPOIHBIX
CeMUHApOB W HayuHbIX (opymoB, mnocesmEénHbIx npodineme BbI. Iloxg eé
MONEYUTEIILCTBOM OPraHU3yIOTCSI M TPOBOJSTCS BCEBO3MOXKHBIE ChE3Abl U
KOHrpecchl Bpadeil, nanueHToB ¢ bI' M 4jieHoB MX ceMeil, a TakXke CIHOpPTUBHBIE,
KyJIbTYPHO-MacCOBBIE MEPOIIPUSTHSI, BO BPeMsI KOTOPBIX LIAPHUT 10OpoXKeIaTesbHast
U HENPUHYXAEHHAs aTMoc(epa. Beé nemaercst it Toro, 4To0ObI YKPENHTh B JIFOIX
BEPYy B BO3MOXKHOCTb MIPOTHUBOCTOSTH TSDKEIOMY HEIYTY M BCSIUECKH OOJIErdUTh UX
KHU3Hb. TakKe OKa3bIBAaeTCs MOMOIIb B OPTaHM3AIMU TTOJOOHBIX MEPONPHATHH Ha
HallMOHAJIFHOM W PETHOHAJIbHOM YpPOBHAX. Bces HeoOxommmass mHpOpManus B
OospiioM 00BEME IOCTyHAa B WHTEPHETE Ha COOTBETCTBYIONIMX BeO-caiTax
(www.huntington-assoc.com, hdfoundation.org u ap.). CymecTByer Takxe
Erponeiickass Acconmarust mo bBI' (EHA — eurohuntington.org), npecieayroras
Te ke nenu, 4ro u IHA, u Mononéxuas opranuzauus no bI' (HDYO — hdyo.org),
00BETUHSIONIAS MOJIOIEKD, CBA3AHHYIO 00IIeH mpobiiemoit — 6oproboii ¢ BT

B 1995 r. na 6a3e Heiiporenernueckoro otaenenus ['Y HUW neBponoruu
PAMH (apitHe — ®I'BHY «Hayunsiii nenTp HeBposorum») Oblla co3aHa
Poccuiickas accoumanus no bI', unterpupoBannas B crpykrypy IHA u EHA u
ABJISTIOIIasics gacTeio OOmiecTBa MoMonM nanueHtaM ¢ Oonesnbio IlapkuHCOHA,
Oosie3Hpl0 ['eHTMHITOHA ¥ JAPYTMMH HWHBIMAWHPYIOUIMMH paccTpoiicTBaMu
nBmwkeHnit B Poccnu. B oTmmume oT 3apyOeKHBIX aHAJIOTMYHBIX OpraHW3aln,
poccuiickass  Accoumanus ObUla  HM3HAYaJIbHO OCHOBAaHA  MEIUIIMHCKHMHU
CIeUaINCTaMu, OXHako crmyctss 20 ner Onmarofapsi MOJKIIOYEHHIO K padoTte
nenTpa «Penkue moamy manueHTcKas opranuzanus no bI' B Poccun crana 6osee
He3aBUCHMOM. Kak oTMe4asoch Bblllle, HA OCHOBaHHH MOJIYYEHHOTO OIbITa PabOThI
Accormmanmeli  oTpaboTaHBl COOCTBEHHBIC JTHYECKHE M OpraHW3allOHHBIC
npuHLunel nposeaeHus MI'K B oTAromERHbIX ceMbsIX.
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Jlnst pa3paboTKy MEpCHEKTUBHBIX TEPaNeBTHIECKUX METOJMK HEOOXOINM
9Tall KJIMHWYECKHX HCCIIEIOBaHUH, IMOIPa3yMEBAIONIMHA H3YUCHHE NPHUMEHEHUS
TOTO WJIM HMHOTO JICYEOHOTrO ITOX0Ja Yy dYeJOBeKa. JTO TpeOyeT BKIIOYCHHUS B
KIIMHUYECKUE HCCIIECOBAaHMS Ha/JIeXKAIIEro KOJMYECTBA YYACTHHKOB-HOCHTENEH
myTtanuu BI', a Taxke HamuMuue NOCTATOYHOTO YHCIA HCCIEO0BaTeleH, XOPOIIOo
3HAaKOMBIX C OSTHM HeEImpocTeIM 3aboineBaHweM. bomee Toro, Hambomee
paIMoHANBHBIM SIBJIETCS BKIIOYEHHME B HCCIEIOBAHMA NaunueHToB ¢ bBIT u3
NONYJSIUUA ~ pa3Nu4HBIX CTpaH. Bce 3T10 TpeOyer co3gaHus T00aJIbHON
MEXIyHApOIHON HCCIenoBaTeIbcKOM IuaTgopMbl Juis Haubosiee IITyOOKOTO
u3ydeHuss dTOro 3aboneBanus. Takoii rmiargopmoii crama Epormeiickas
acconuanus mo usydenuro bl (European Huntington’s Disease Network —
EHDN; www.euro-hd.net/html/network/locations/russia/moscow). Ora
opranmzanys Obu1a co3nana B 2003 T. pH moaepKKe YaCTHOTO HEKOMMEPUYECKOTO
¢onma CHDI Foundation, Inc. 3a 10 ner nu3 rpynmsl B HECKOJIIBKO YEJIOBEK OHA
BEIpOCJIa JI0 KPYIHEHIIEro B CBOEM pOZIE HCCIIENI0BATENBCKOTO OO0BEANHEHUS,
BKJIIOUAIONIETO B Cce0sl JECATKH HMCCIIEAOBATEILCKUX LEHTPOB B EBpome, B TOoM
gucne Poccuiickyro ®enepanmro. [log magamom EHDN Opmio peanm3oBaHO H
MIPOBOANTCS B HACTOSIIIIEE BPEMsI HECKOJIBKO KPYITHBIX MIPOCKTOB, /1BA M3 KOTOPBIX
UMEIOT TIEPBOCTENIEHHOE 3HAYCHHE IS M3YyYEHHUs €CTEeCTBEHHOro TedeHus bl
HabmonatenpHoe uccienoBanue REGISTRY um ero oOHOBIEHHBIN MPOTOKON —
Enroll-HD. Takoit oxBaT momyJsiiuu HocuTesel myrtanuu bI' mopaxaer. B pamkax
REGISTRY O6buto BrmoueHo Gosiee 13 000 ydacTHMKOB HCCIEAOBaHUSA, W ITO,
6e3ycioBHO, He Tpeaen. Hama cTpana npucoenHUIACh K 3TOMY HCCIIEIOBAHUIO B
2010 r. dearensHocts EHDN B Poccun koopaunupytoT k.M.H. Cenusépctos 0. A.
n k.M.H. FOnuna E.H. I1epBblit nccnenoBaTenbckuil IEHTp ObUT OTKPHIT B I. MockBe
Ha 6aze ®I'BHY «Hayunsiii nentp HeBposorum». B Hacrosiiee Bpems ero padoTy
nojyepkuBatoT npod. Mmnapuomknn C.H., Bexymuii HaydHBII COTPYIHUK, K.M.H.
KimtomrnukoB C.A., k.M.H. CenuBépctoB H0.A. u k.M.H. IOauna E.H. Bnocneacrteuu
ObUTM OTKpBITHI JIOTIOJIHUTENbHBIE LEHTPHl B Yde (pykoBoaurens — mpod.
MarxanoB P.B.), Kazann (pykoBogmrens — mpod. 3amsmosa 3.A.), Boporexe
(pyxoBoautens — k.M.H. Kyp6aroB C.A.) n Hmwkaem Hosropone (pykoBoauTens
— k.M.H. Konmummackast C.B.). Heobxomumo ormetuts, uto EHDN sBiisiercs He
TONBKO TIATGOPMOM ST HAYYHOW NEATENFHOCTH. OTO OOBEIMHEHHE AKTHBHO
B3aUMOJEHCTBYET C OOIIECTBCHHBIMH OPTAaHHM3AIMSIMU TAINEHTOB, yYacTBYET B
MPOBEJEHNN BCTped manueHToB ¢ bI' W wieHOB uMX ceMed ¢ MeAUIIMHCKUMH
crienuaincTaMu. besycioBHO, 3TO CIIOCOOCTBYET pacipoCTpaHEHUIO HH(pOPMAIUU
o bI', BHepeHHI0 KaueCTBEHHOH MEJUIIMHCKOW oMol OonbHBIM. UseHsl cemei
¢ bI' u3 Poccun Toke mpuHMMaloT akTuBHOe ydactue B pabore EHDN, B T.u. B
MpOBEJCHUH TUIeHapHBIX BcTped B Crokromsme (2012 r.), bapcenmone (2014 r.),
laare (2016r.) u Bene (2018 r.). Brmaromapss umTeIbHOMY COTPYIHHYECTBY
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EHDN c¢ poccuiickuMu uccaenoBatenbckuMu 1eHTpamMu B 2014 r. Poccun 65110
MIPEATIOKEHO YYacTBOBATh B TAaKMX KPYIHBIX MEXKIYHAPOIHBIX KIMHUYECKHX
uccinenoBanussx 1o bBI, kak PRIDE-HD, Open-PRIDE, LEGATO u
GENERATION HDI1.

OOmecTBo moMomM NanueHTaM ¢ Oome3Hbro IlapkuHCOHA, 00JIE3HBIO
I'eHTHHTTOHA W APYTMMH WHBAJIHIU3UPYIOMINMH PACCTPOHCTBAMU ABWKEHUHA B
Poccun cuntaer cBoeil 1eNbl0 BCECTOPOHHIOK HH(POPMAIIMOHHO-00pa30BaTeIbHYIO
NOAJEPKKY MAIMEHTOB M WX CEMeH, 4eMy M CIYXHT HacTosas Opouropa.
Kenatomue y3HaTh Ooibllle O MPOBOJUMBIX B HACTOSIIEE BpeMs HCCIEJOBAHUAX
no BI' (B TomM wumcine, o HabOmronmarensHoM wuccnenoBannu Enroll-HD) moryr
obpatutbea k crnenuanuctaM PI'BHY «HayuHslif IeHTp HEBPOJIOTHH» WU
MMOCETUTh CTpaHuIy www.euro-hd.net/html/network/locations/russia/moscow.
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