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A8monomMHASA HEKOMMeEPUeCKAs Op2aHU3auUs
Mesncoynapoonvtii uenmp nomowsu nayueHmam
c oppannvimu 3abonesanuamu «Peoxue /Iroou»

YHUKanbHBIN, HETUONYHBIN, €TMHCTBEH-
HBIVl U3 MUJUIMOHA...

B menyuyHe mofo6HbIe OIpefeneHNs Moj-
XOISIT JIIOJSIM C PEIKUMM, WM OCOOBIMU, Op-
¢danHbIMK  3a60neBaHMAMM. bonblmasg 4acTb
9TUX 60/Ie3Hell — TeHeTUYEeCKIe, U, CTIe[OBATeNb-
HO, XpOHMYECKNe. [lTanc Ha HOpPMa/IbHYIO
JKU3HD JIJIsl TAKUX AlMIEHTOB - Ha/IM4le orpe-
IeJIeHHBIX IIPeIapaToB /I Ka4YeCTBEHHOTO Jieye-
HYS, IPU YC/IOBUY IIOXKM3HEHHON ITOMOIIM CO
CTOPOHBI TOCYHAapCTBa U O0IeCTBa.

Cosmanme Hamero lleHTpa - 3TO mIar k
obpenVHeHNI0 B O0pbbe 3a 4YeloBeKa, 3a ero
COOCTBEHHYIO JKM3Hb, ITOTTHOLIEHHOE CYIeCTBO-

BaHUE.

Opranmsanusa yupexpeHa B Hadasne 2015 rona, ee OCHOBHOII Lie-
NIBIO SIBJISIETCS - MPETBOPEHME B JKM3Hb OTarOTBOPUTENBHBIX IPOTPaMM,
HalpaB/IeHHbIX Ha IIOMOIIb Mal[MeHTaM ¢ opdaHHBIMU 3a00TeBaHNUAMY, B
TOM 4YMCJIe COTENICTBUE JIeATeTbHOCTH B cdepe mpodumakTiky 3abonepa-
HII, COIMAAbHONM afanTalyy OOMbHBIX M YIEHOB MX CeMel, COLMAIbHOM
MOATEP>KKM M 3aIUTHI IPaK/JaH, COfIelICTBIE eATe/IbHOCTY B cepe HayKI,
npocsenlenns. Yxe cerogsa Llentp «Penkue Jlronu» ¢ ycmexoM BbICTpau-
BaeT KOHCTPYKTMBHbIE OTHOLIEH)S C TalVieHTaMy, BpadaMy, IPOU3BO-
AUTENAMY JIeKapCTBEHHBIX CPEACTB, OObeAVHAS YCUINA IpefcTaBUTesei
001[eCTBEHHOCTH, OM3Heca U afMVHNCTPATUBHBIX CTPYKTYp B obecrede-
HMM TAIVIEHTOB HOCTYIHBIM MEAUIVHCKUM OOCTy>KMBaHMeM,  yIydlIas
KaueCcTBO >KM3HJ HALVMEHTOB C PefKMMMU 3a00/IeBaHMAMM, KOOPAVHUPYS
IPOLIeCChl AMATHOCTUKY, TeYeHNsI U 00ecriedeHnsl JIeKapCTBEHHBIMU TIpe-
rapataMmy ¥ MeLUIIMHCKIMHI U3JENUAMMU.

Crenmanuctsl Hauero [leHTpa roToBbl npuiiTi K Bam Ha nomoup!

KonTaxkTpr: 8-800-775-41-47, 8-495-151-81-69
http://orphanpeople.ru/

IIpeoucnosue

I[Tepen Bamu TpeTbe M3aHMe MHGOPMALMOHHON 6poIIOpEL 0 60-
ne3Hu lenTnHrrona. bpomropa comepxut B cebe akTyanbHy0 MHpOpMa-
110 0 6071e3HM [eHTUHITOHA, HAIMCAHHYIO TIOHATHBIM JUIsI HeCTIelIMaInucTa
S3BIKOM, U NIpeJHa3HaueHa I MAIVIeHTOB U MX POACTBEHHMKOB. ABTOPBI
OpOILIIOpBI HAJIEIOTCsA, YTO OHA IIOMOXKET HOHATb CYTh 3a00/IeBaHVsA U pac-
KpOeT BO3MO)KHbIe IIYTY IIOMOIIY CBOMM ONIM3KVMM JIO[AM, CTPafaiolM
maHHOU matomorueit. IlpencraBneHHass 3pech MHQPOpPMaLMs, BO3MOXKHO,
IIOMOXKET TaK)Ke CIUIAHMPOBATh CBOV COOCTBEHHbIE Ja/IbHEIIe )XI3Hb U
CeMblo, Beflb JIONIOHUTE/IbHbIe 3HAHNUA BCerfia ABJIAIOTCA Xopoleit 6a3oi
s pewmleHys Mo0ObIX mpobmeM. VHpopmauns o 6one3nn [eHTMHITOHa,
IpefcTaB/IeHHas B OpolIope, YaCTUYHO IOBTOPAET TY, YTO OblIa Hameya-
TaHa B NPeAbIYLIINX BBITYCKaX, OfTHAKO fABJISAETCA IepepabOTaHHON B CO-
OTBETCTBUM C COBPEMEHHBIMU 3HAHUAMMU U NIPEACTABICHNAMM 00 9TOM 3a-
OoneBaHNMM ¥ IIOXOJAX K €ro JIe4eHNI0. ABTOPBI OYyT IpU3HATE/IbHBI 3
M06bIe OT3BIBBI, Kacarolyecs GakTIIeCKOTO COfiep>KaHys OPOIIIOPbI — MBI
00513aTeIbHO YUTEM VX IIPY IOTOTOBKE C/ICAYIOIINX ITOJ00HBIX V3 aHMIL.

B moproroBke 3TOM OpOLIIOPHI IPUHAMN YYacTHe COTPYRHUKU
OI'BHY «HayuHblit IIeHTp HEBPOJIOTUI», aKTVBHO padoTaolye B 06/1acTi
V3y4eHMs 9TOro 3aboneBanusA B Poccunu u coTpygHMYAONIe C BeAyIINMU
MUPOBBIMU CIELMA/INCTaMU B 9TOM BOIIpOCe:
npodeccop Mmmapuonikuu C.H, Beayuyit Hay4HbIil COTPYAHUK,

K.M.H. Kmomankos C.A., k.M.H. Cenuépcros 10.A.




bonesnv lenmunemona: ucmopuueckue (ﬁmcmm

I[TepBble yHOMMHAHUSA O HEOOBIYHOM 3aborte-
BaHMM, MMEHYeMOM CerofHs 00/e3Hblo [eHTMHT-
TOHa (maznee 1o Tekcty — BI') BcTpedarorcs ele B
3aIIaJJHOEBPOIEIICKUX MCTOPUYECKUX IOKYMEHTaxX
XVI-XVIII BB. Yauge Bcero, mopn obpaiany BHA-
MaHue Ha caMoe IpKOe BHellIHee IIPOsB/IeHNe 3a60-
JIeBaHUSA — HENPOM3BO/IbHBIE IBVDKEHMA PYK, HOT,
TY/IOBUILA OOIbHBIX, HEPEIKO HAIIOMIHAIOIINE CBO-
eoOpasHblil TaHel. CIIelManuCThI-HEBPOJIOTY Ha-
3bIBAIOT ITOJOOHBIN BUJI HACU/IBCTBEHHBIX (He HOJ-
Pucynox 1. Uxona XIV 6. [AIOMMXCA IPON3BONbHOMY KOHTPOJIIO) JIBVKEHUI
c usobpasceruem c6amozo xopeeii (OT rped. Yopeia — TaHely), OTKY/A I IIOLIO
Bumma pabomvt Macme-  pacnipoctpanénHoe Hassanue BI' — xopes TenTuHr-

pa Teodopuxa. ToHa. VI3 171y60KOro CpeHEBEKOBDA 10 HALINX JIHEN
JIOLIO ellé OfHO Ha3BaHMe 3a00/IeBaHMA — «IUIA-
CKa CBATOro BuTTa», M3BeCTHOE MHOTVIM JIIOfAM, He MMEIOIIMM OTHOLICHNS K
VICTOPUY MEIUILIVHBI ¥ HeBPOJIOIMN. VIHTepeCHO IIPOUCXOXK/IeH)e 9TOrO Ha3Ba-
HusA. Cearoit Burt (puc. 1) 6bU1 MCTOPUYECKMM NTEPCOHAXKEM U, OYAYYY IOHBIM
XPUCTMAHMHOM, X1 Ha CHUIMWIMM BO BpeMeHa Hadasia yIajika PuMcKoil um-
nepunt. B 303 1., BO BpeMs TOHEHMUII Ha XpPUCTHAH, Pa3BEPHYTHIX UMIIEPATOPOM
Jlviok/IeTaHOM, OH ObIT 3aMy4YeH BMeCTe CO CBOMMI HAHBKOI ¥ HACTaBHIKOM.
WM tonpko 1200 et cnycta — ¢ XVI B. — €ro uMsA CTamo acCOMMpOBaThCA C
«misckoii». Torna, 0 HeM3BeCTHBIM IIpUYMHAM, IO Bcell [epMaHuM pacrpo-
CTPAaHMIOCh CTPAHHOE IIOBEPbe, YTO BCAKUIL, KTO CIULAIIET Iepeft CTaTyell CBsA-
Toro Butra B ero jienp (15 MIOHA), IOMYYNUT 3apsf 3[OPOBbA M OOXPOCTM HA
BecCb rof. ThicA4M /0l TONIIINCh BOKPYT CTAaTyil CBATOTO B 9TOT JieHb U BO
BpeMs IUIACKM HePefKO JOBOAWIN cebs 0 COCTOSHMA CUIBHOTO BO30OyXK[e-
HMA 1M 9KCTa3a. B KOHIle KOHIIOB, XOPEIO0 CTa/Ii MMEHOBATh «IIACKOI CBATOTO
Butra», a co BpeMeHeM K IIOMOLIY 3TOTO CBATOTO CTA/IM MBITAThCA MPpHOeraTsb ¢
Le/IBIO VI3/IEYUTHCS OT XOPEN.

B smoxy cpepHeBeKOBbsl HEBEXECTBEHHbIE M 0Oe3rpaMOTHbIE JIIOLU
HEPeJIKO CUMTA/IM NPOSAB/ICHUA 3a00/IeBaHNSA «OJEPKUMOCTBIO JIbSBOTIOM» U
IIBITA/INCh IPUMEHSATD pasNdHble CII0OCOOBI «M3THAHMUS 6€COB», BIVIOTH [0 OT-
IIpaB/IeHNs HeCYACTHBIX Ha KOCTEP. AHA/IN3 MICTOYHMKOB TeX BPEMeH II03BO-
JINJ yCTAaHOBUTD, YTO MHOTYIE TaK Ha3bIBaeMble «BEbMBI» B Ie/ICTBUTEbHOCTI
Mormu crpajarh BI.

CoBpeMeHHBINI HayYHBIN 3Tan B usydyeHuu BI' BegéT cBoit OTCYET C

1872 r., Korga Ha 3acefaHUM MegVIIMHCKOro Hay4HOro obmecTtBa mTara Oraio
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(CIIIA) monopoit TamanTuBbL Bpad [xopmxk [enTnnrroH (George Huntington;
B PYCCKOJI JIUTEpaType BCTpeYaeTcsl MepeBOf «XaHTUHITOHA» ¥, COOTBET-
CTBEHHO, «00/e3Hb/x0pesi XaHTMHITOHA») TPECTAaBII OecTsiiee MOgpo6-
HOe K/IMHUYecKoe OmMcaHye 3a00/ieBaHMsA, OCHOBAaHHOE Ha aHajM3e MHOTUX
coO6CTBeHHBbIX HabmomeHuit (cM. puc. 2). ITo coobIeHe BbI3BAIO OOMBIION
MHTepeC MeAVIIVHCKO 00IeCTBEHHOCTH, TaK KaK B 9TO Ke BpeMs Hadaso Oyp-
HO pasBMBAaTbCA YYeHMe O HaclefAcTBeHHOCTU. CaM [eHTHMHITOH Tak 0OpasHO
OXapaKTepu3oBasl Hac/leCTBEHHbIN XapaKTep 3aboneBannus: «HacnencTBenHas
Xopes, Kak A eé Oy/y Ha3bIBaTb, OTpaHNYEHA OIpeeIEHHBIMM U, K CYACThIO,
HEMHOTOYVIC/IEHHBIMM CEMbSIMY, IPUAS K HUM M3 JaN€KMX MOKOJIEHUN B TY-
MaHHOM IpomioM. Te, o

B UbMX JKUJIAX, BOSMOXK-  MEDIUAL AR SURGICAL BEMIRTER
HO, TEYET KPOBb, HE- e L
Cymjas ceMeHa HeyTa,

TOBOPST O «TOM 60se3-
HJ» C OTTEHKOM Y>Kaca,
CTapasch BOBCe He QY-
MaTh O Hell U YIOMU-
HaThb JIMIIb B CIIy4asx

T

DEIGINAL DEPARTMIENT.

Camamsicalons

CTpaIHOV  Heob6Xomu- Pucynox 2. Ily6nuxayus [Icopoxca lenmunzmona
MOCTU». B mambHeiiem «O xopee» om 1872 2.
Haclle[iCTBEHHasA Xopes
ObITa Ha3BaHa MMeHeM aMepUKaHCKOrO Bpaya, [JaBIIero IepBoe TOYHOe Hay4d-
HOe OIMCaHNe 3TOTO 3a00IeBaHA.

[Tocnenymomme fecATHIETVS ObBUIN NIEPUOLOM HAKOIUICHNUA KIVHUYe-
CKMX (PaKTOB U Pe3y/IbTAaTOB aHa/IM3a POLOCTOBHBIX CeMeil, MOMBITKAMM VX CH-
creMatusanyy. IIpenmaranuch pasnyHble HayYHble TUIIOTE3bl OTHOCUTETHHO
IPUYMH pa3BUTUA 3ab60neBanysA. KpynmHBIM JOCTIDKeHMEM ABUIOCh OTKPBITHIE
B 1983 I. rpymmnoi aMepuKaHCKIX FeéHeTUKOB BO ImaBe ¢ [xkerimcoM [ysennoin
(James Gusella) rena BI, pacmonoxxeHHOro Ha 4-it XxpoMocoMe. ITO cOOBITHE
uMesno 60/bIIoe 3HaYeHNe B CBA3Y C TeM, 4To bI' cTaa mepBbIM Hac/IeACTBEH-
HBIM HeBPOJIOTMYECKUM 3a00/IeBaHeM, IIpY KOTOPOM Obl/Ia yCTaHOBJIEHA TOY-
Has JIOKaJIM3aLM IaTOJIOTMYeCKOro TeHa Ha Ollpefie/IeHHO XpOMOCOME.

HakoHer, HoBelIMii COBpeMeHHBIN 3Tan B usydenuu bI' Benér cpoit
oTcu€T ¢ 1993 r., Korga MexxiyHapOHOI MCCIef0BaTe/IbCKO TPYIIION 110 U3-
yuenuto reHa bI' mo rimase ¢ Tem >xe [IxeiiMcom Iysemnoit 6bl1a ycTaHOBIEHA
TOYHAs CTPYKTYpa NATOJIOTMYeCKOTO reHa 3a00JIeBaHNsA, YTO CO3JaN0 Ipel-
HOCBUIKM IS paciippOBKY TOHKMX MOJIEKY/IAPHBIX MEXaHM3MOB PasBUTHUA
6orme3Hn u Havana noucka 3G PeKTUBHBIX MeTONOB nedeHusA. OTHOBpeMEHHO

ObUIM pa3paboTaHbl MeToAbI IpocToit 1 TouHoit JHK-anarnoctukm 3abonesa-
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HI, TIO3BOJIAIONIVE YCTaHABIMBAaTh HOCUTENBCTBO MAaTOIOTMYECKOro reHa bl
3a7I07ITO 10 HEIIOCPEACTBEHHOTO MOsAB/IeHNs e€ cuMITOMOB. OT™MeTNM, 4yTo bI'
SABJIACTCA OHVUM TeX Hac/lIe[CTBEHHBIX 3a00/IeBaHNI, KOTOPBIM yAe/IAeTCA ca-
MOe IIpUCTa/IbHOE BHUMAaHMe UCCIIefloBaTesIell CO BCEro MyUpa — OHO CUUTAETCS
«MOZIE/IbHBIM» 3a00/IeBaHMeM /I M3Y4eHMs OOLIMX 3aKOHOMEPHOCTell Tede-
HIS HellpoJiereHepaTyBHOTO IIpoliecca.

Pacnpocmpaué’uuocmb u cumnmomuot 6onesnu lenmunzmona

ITo pacnpoctpanénHocty bI' oTHOCHTCA K Tak HasblBaeMbIM Op¢aH-
HBIM (0T aHIVI. orphan — cupoTa), wim pefknM, 3aboneBanuaM. Yacrora BcTpe-
vyaemoctu BI' kone6nercs or 3 go 17 ciaydaes Ha 100 000 >xmreneit, cOCTaBAA
B cpefiHeM 5-7 cny4aeB Ha 100 000 Hacenmenus. [Jnsa cpaBHeHUA: paclpocTpa-
HEHHOCTD TybepKynésa B Poccun Ha 2014 1. coctanana 91 crydait Ha 100 000
HacefneHus, a uHCynbra Ha 2010 1. — okoso 500 ciy4daes Ha 100 000 Hacenenns.
BmecTte ¢ TeM, OHO AB/ISAETCS OHUM M3 CaMbIX YaCTBIX HAaC/Ie[CTBEHHBIX 3200-
JleBaHMIT HepBHOM cucteMbl. Hambonbmas pacnpocrpanéHHocTh BI' oTMeua-
eTcs B pailoHe o3epa Mapakaii6o B Benecyase (oxono 700 60mbHbIX Ha 100 000
HaceseHVs). Taxoke MHOTO IAIL[MEHTOB C 9TUM 3a00jIeBaHNEM BCTpedaeTcs Ha
octpoBe Tacmanns y 6eperos ABctpamuu (okono 17 crydaes Ha 100 000) n
B Mlotnangunu. O4eHb Manoe KOMMYECTBO cny4aeB BI' oTMeuaeTca B cTpaHax
A3yy 1 IpaKTMYeCK! He BCTpedaeTcs JaHHOe 3a00/IeBaHNe y IpefcTaBUTesNel
KOpeHHOro HaceneHusA Adpuku. Ha cerogHAIHMII leHb aKTya/IbHbIe JaHHBIE O
pacnpoctpanénnoctu BI' B Poccuiickoit @efgepanny oTCyTCTBYIOT. ECTb muib
eAVHUYHbIE JaHHble OTHOCUTE/IBHO 3TOTO ITOKa3aTesd B psfie CyobekToB Poc-
CHM, Of{HAKO, YYUTBIBAS OTPAaHMYEHHOCTb OOC/IETOBAHHBIX IIOMY/IALNI, eCThb
OCHOBAHVIS IIO/IATaTh, YTO JaXKe MMEIOIVecs JaHHbIe MOTYT OBITh HEIOOLeHEH-
HBIMI.

CpenHnit BO3pacT NosAB/IeHNA NepBbIx cuMnToMoB bI' — 40 neT, ogHa-
KO 00/1e3Hb MOXKET Ha4aThCsA KaK II03)e, BIUVIOTb /10 70 JIeT, TaK ¥ 3HaYUTe/IbHO
paHnblire — 710 20-71eTHEro Bo3pacTa (Tak HasblBaeMble I0BeHVIbHBIE C/Tydan 3a-
OoneBaHMA).

BI' — HacnefcTBeHHOe Tporpeccupyomiee 3aboneBaHe TOTOBHOTO
MO3Ta, OCHOBHBIM BHEIIHMM KIMHUYECKUM NPOABIEHNEM KOTOPOTO SBIAIOT-
Cs1 HENPOM3BOJIbHBIE [BIDKEHUA PYK, HOL, TY/IOBUINA, HEPEJKO MMMUYECKUX
MBIIII] JINLA, KOTOpble MOTYT CONPOBOXKJATbCA HApYLIEHUAMY HACTPOECHUA U
MOBefleHN, a TaK)Ke MMaMATY U MbIlIeHM . Kak y>ke 0TMedanoch BBILIE, TaKue
«IMIIHVE», U30BITOYHbIE HACUIbCTBEHHDIE IBVDKEeHVSA (MM TMIIePKIHe3Bl, TO-
BOPA A3BIKOM MEAMIVMHCKOJ TepMIHOJIOTMN) Ha3bIBAIOTCA Xopeeil. B Hauase
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3a0071eBaHMsI OHY HOCST eIBa 3aMETHBIIT, «C/Ty4YailHbli» XapakTep. Hanpumep,
MOXKeT OBbITh JIETKOe IleBe/ieHNe HMaabllaMi PYyK, MOAparuBaHue Ivied, u30bl-
TOYHBIE JBVDKEHVS Iy0, IPUTONTHIBaAHME CTOION WM «I€praHye» HOroi. Xa-
paKTepHbIM PaHHUM CUMITOMOM BI sIBJIsieTCst ClTOXXHOCTD yep>KaHMUs BbIBe-
JIeHHOTO U3 IOJIOCTM PTa sA3bIKa B TedeHme 10-15 cekyHA (Tak Ha3bIBaeMBbIit
«CHMIITOM $13bIKa»). Hepenko Ha paHHMX cTafysx 3a00/ieBaHMsI IBHBIX TUIEP-
KIHEe30B He BUJHO, HO Y/IaB/IMBAeTCsl HEKOTOPOe IBUraTe/IbHOe OeCIIOKOCTBO
Je/l0BeKa — OH, KaK TOBOPUTCSI, «He CUINT Ha MecTe». B jampHerinem, o mepe
pasBuUTH 3a007I€BaHMs, XOpeNYeCKyie TUIIePKIMHE3bl YCUIMBAIOTCS, 3aTparuBa-
I0T BCé HOBBIE 1 HOBbIE TPYIIIBI MbILILL. TUIINYHBIE XOperdecKyie TUIIepKIHe-
3bI HOCSIT HEPUTMUYHBII XapaKTep, BeCbMa CIIOHTAHHBI 11 6eCIIOPSIJOUHBI, aM-
IVINTYA ABVOKEHWIT MOXKeT OBITh BeChMa 3HAYMTENbHOI. MeHseTcs OXO0MKa,
HEBPOJIOTY MHOT/IA Ha3bIBAIOT €€ «TaHIyomlel». HacuabcTBeHHbIe IBVDKEHIA
sI3BIKA, MBIIII] IJIOTKY ¥ TOPTAHM HPUBOAAT K HAPYIIEHUIO PeYM — YacTO CTa-
HOBUTCSI OYeHb TPYAHO IOHATH, YTO MAIVMEHT TOBOPUT. ITO XKe SIB/IAETCS NPH-
YMHOJ HapPYIIEHNs IJIOTaHNs Y MHOTUX OO/MbHBIX. [MIIepKuHe3bl YCHINBAIOTCS
PV BOTHEHWM, PU3MIECKOIT HATPy3Ke I, KaK [IPABUIIO, IIOJTHOCTHIO MICUE3AI0T
Bo cHe. Hepenko manyeHTsl He 3aMeYal0T CBOMX HEPOU3BOJIbHBIX [BVDKEHUI,
b0 CTapalTcsi UTHOPKPOBaTh UX. OfHAKO MOCTOSIHHAS MBIIIeYHass aKTUB-
HOCTb OTHUMaeT Y 60/IbHBIX MHOTO CIJI, YTO YACTO IIPOSIB/ISIETCS XapaKTePHOI
»as1000J1 MaIeHTOB Ha 001yI0 c1abocTh. [Ipy AymnTeIbHOM MHOTOJIETHEM Te-
yeHnu 3a007IeBaHNsI MHTEHCUBHOCTD TUIIEPKIMHE30B HEPEIKO CHIDKACTCS, U U3-
OBITOYHASI IBUTATeNbHASI AKTUBHOCTD CMEHETCsI 0011iell 3aTOPMO>KEHHOCTDIO
¥ MaJIOTIOABIDKHOCTBIO, HATOMIHAIOIIIe TaKOBYIO Ipu 60se3Hn [TapkuHCcoHa.

Xopenyeckue IrUHepKIHE3bI SB/AIOTCS CAMBIM SIPKUM, HO [alleKO He
eIMHCTBeHHBIM InposiBreHneM BI. XapakrepHbIMU NIposiBIeHUsAMN 3ab60/meBa-
HSL SIBJISIIOTCSL HAPYLIEHVsI TAMSTY, MBILJIEHVSI, MHTE/IEKTYaIbHOI [iesITeNb-
HOCTH, TO €CTh TO, YTO HEBPOJIOTY HA3bIBAIOT KOTHUTUBHBIMI HAPYIIEHVSAMIL,
VIV pacCTPOIICTBAMM ITO3HABATEIbHON (QYHKIINM TOTIOBHOTO MO3Ta, IPUCY LIl
4esoBeKy. JacTo 3a70/ro A0 MOsAB/ICHNS IMIePKUHE30B YeTOBEK JKalyeTcs Ha
IUIOXYIO ITaMsTh, HEBO3MO>KHOCTD 3aIIOMHIUTD IPOYNTAHHYIO CTPAHNUITY KHUTH,
IIPOCMOTPEHHYIO TeJlellepefiady, YXBaTUTb CYThb TOTO, O 4éM rOBOPUT cobeces-
HuK. Kak nmpaBuno, faBHme cOOBITUSA XU3HM OCTAIOTCS B MAMATH, a CTPAJIAeT,
B IIEPBYI0 O4epeb, KpaTKOBPeMeHHasl MmaMsATh. HapylaeTcs KOHLEHTpalus
BHUMAaHIsI, 4€/I0BEeK CTAaHOBUTCS paccessHHbIM. OHOBpeMEeHHO yTpadyBaeT-
sl aHaIMTHYeCKask PYHKLMA TOTTOBHOTO MO3Ta, CHOCOOHOCTD K aOCTpaKIVIsIM,
0600611IeHNsIM U JIOTMYECKUM YMO3aK/TIOUeHNM, MbIIIIEHVe CTAHOBUTCS TIPH-
MUTUBHbBIM, HaO/IIOfaeTCsl yTpaTa MPUBBIYHBIX MHTepecoB. [TanueHTy cTaHo-
BUTCS BCE TPyZHEe CIPAB/LATDH C IIOBCEHEBHBIMY JlelaMu B OBITY 1 Ha pabore.
YacTo mpodeccroHaIbHble HAaBBIKY CTPAJAIOT B IMIOCTEHHION OYepelb, I na>1<7e



Ha pasBEPHYTHIX CTaAVAX 3a00/eBaHMA NMALMEHTY MOXKET YAaBaTbCs CIIPaB-
JIATBCA € PO eccroHaNTbHbIMU 00s13aHHOCTAMNU. OHAKO Jja/IbHelIIIee pa3Bu-
trie bI' Hem36e)XHO PMBOANT K MHBATMAV3ALNI ¥ HEOOXOAUMOCTY IIOCTOPOH-
Hell 6bITOBOI IIOMOLIIL.

Haxomnen, emé ogHa rpynmna cuMnToMoB bI' mosBonseT paccMaTpuBaTh
IaHHOe 3a00/IeBaHMe KaK IpuMep IICUXOHeBpomorndeckoi naronorun. Crpa-
JAIOT TMYHOCTHBIE XapaKTePUCTUKI Y€/IOBEKA, M3MEHAETCA €ro XapaKTep, Io-
SBJIIOTCS] SMOLMOHAIbHO-BOJIEBbIE U, HEPEe[JKO, ICUXIYeCKyie HapyIleHVs1. DTu
nposienenys Bl mopyac cTaHOBATCS Haubo/Iee MHBAMUUSUPYIOINM U TPaB-
MUPYIOIM (HAKTOPOM, TATOTAIINMM He TOTbKO IALMEeHTa, HO 1 YWIEHOB ero ce-
MBI, ApYy3eit, Ko/er 1o pabote. B menom, Ha ¢poHe KOTHUTHMBHBIX HAPyIIECHMI
Hab/mofaeTcs paspylleHue sapa TM4HOCTH. Hepegko YemoBeKk CTaHOBUTCS pas-
JpaXUTEIbHBIM, THEB/IBBIM, arPeCCUBHBIM, MILET IIPUYNHBI CBOETO 3ab0/IeBa-
HIA B JPYIUX MIOGAX. BO3MOXXHO acoLmanbHOE MM IPOCTO HeafeKBAaTHOE I10-
BefleHMe. B pAne clnydaeB mpucoequHAeTCA NICUXMATPUIECKasd CUMIITOMAaTHKa
B Bufe Opena u rajumonyHanuit. [Tpy 3ToM 4acTo BcTpedaeTcst Opes peBHOCTH,
Open BO3eCTBYS, KOTfia MALMEHTY KaXKeTCsI, YTO Ha HeTO KTO-TO BO3/IEIICTBY-
eT, IapajM3yeT ero BOMI0 U pasyM U T.A. [IJI1 KOppeKuuu MOJOOHBIX IIPOsIB-
nernit BI' TpebyeTcss momompb KBamuUIMPOBAHHBIX IICUXUATPOB. B mpyrux
CTy4asiX MalJMeHT CTAHOBUTCS BSUIBIM, allaTUYHBIM, 3aMBIKAeTCA B CBOEM CO6-
CTBEHHOM Mupe. VIHOIZIa aLlMeHT MOXKeT VCIBITBIBATD 911()OPIIO U He 0CO3Ha-
BaTb XapaKTep cBoero 3aboneBanus. Kak npaBno, y Bcex 60/IbHbIX OTMEYAIOT-
Cs1 TIPOABTIEHMs ETIPECCUM, TaKXKe TpeOyloliyie BHIMaHNA IICXOHEBPOIOTOB.
Yacto HaOIIOFAIOTCS PACCTPOICTBA CHA, BIVIOTH IO MOTHOV HEBO3MOXXHOCTH
3aCHYTb.

Teuenne BI' oTmmdaeTcs MeIeHHBIM, HO HEYK/IOHHBIM IIPOTpeccupo-
BaHMeM Ha HMpOTsHKeHUM 15-20 j1eT, XOTsA BO3MOXHBI U II€PUOABL Hojee min
MeHee JUINTENTbHON cTabunmsanuy Ha GpoHe IPaMOTHO NMOZOOPaHHOTO COBpe-
MEHHOTO JiedeHMs. 3abojeBaHMe He MOpa)KaeT >KU3HEHHO BAXKHbIE IEHTPBI
IBIXaHMsI Y KPOBOOOpAIeHNS 1 HAIPAMYIO He NPUBOAUT K cMepTy. OfHAKO
HAlMeHT MOXKeT HMOTMOHYTh Ha (POHe OOILIEero MCTOIIEHMs, NMPUCOEANHEHNS
MHQEKIVY, BOCIATeHNs TETKUX BCIEACTBYE BEIPAXKEHHO 00e3/IBIOKEHHOCTH,
HapYyIIEeHMIT ITTIOTAaHNA U MMONEPXMBAaHNA TBEPHON U XXupkoii nument. Ilostomy
Ha Mo3HMX cTagusax Bl 6o/blIoe 3HaYeHMe IPHOOpeTaeT MPaBUIbHO OPraHM-
30BaHHBII 00IIMII YXOf 3a OO/NBHBIM, TUTVIeHA Tejla, KOpMJIeHNe (B TOM 4INCTIe,
JKUIKOV MIM M3Me/TbYEHHO MUIIelt, MHOTAa depes 30Hf). CrreqyeT OTMETHTD,
YTO MHOTHE MAlMeHThl OT/INYAI0TCA U3PSIHBIM AIIeTUTOM, HECMOTPs Ha 06-
llee CUIbHOE IOXy#aHMe. ITO CBA3aHO C TeM, YTo Ipu bl Bo MHoOrux ciyvasx
HapyIIaeTCcsl HOPMa/IbHOE BCaChIBaHME M YCBOEHME MNTATE/IbHBIX BelecTs. [o-

3TOMY HeOOXOAVMO 06eCIeYNTh MAIVIeHTaM KaJIOpUITHOE U IIOJTHOLIEHHOE C M-
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eTUYECKON TOYKU 3pE€HUA NIUTAHUE. B xoneunoMm CUérTe, IIPOJO/DKUTETbHOCTD
U Ka4eCTBO >KM3HM OOIbHBIX BO MHOTOM 3aBJMCUT OT IIpaBUJIbHOIO, TPaMOTHO
OPraHM30BaHHOTO yXOJa CO CTOPOHBbI POACTBEHHMKOB MM CIIELIVIA/IBHO O6Y—
YE€HHOI'0 MEAMIIMHCKOT'O IIepCOHaIA.

TIenemuxa u mexanusmot passumusn

B TeueHMe MHOTUX JeCATUIETUI CIIeLMAIICTBI MOI/IM TOMbKO MPeIIo-
JaraThb, 4YTO K€ IPUBOJUT K TAKOMY PacIpPOCTPaHEHHOMY IMOPa)KE€HNIO TO/IOB-
HOro Mosra npu bI' u kakue maTonormyeckye MeXaHU3MBI JieXKaT B OCHOBE €€
pasButuA. CpaBHNUTE/NIbHO HeflaBHME HOBeJINeE NOCTVKEHNUA MOJEKYIAPHOIN
OMOIOTUM M TeHeTVIKY ITO3BOJIVUIM IIPOIUTh CBET Ha IPUYMHBI PasBUTHA 3a-
6oreBaHMsA, 3a7I0KMB, TAKMM 00pa3oM, OCHOBY /I IIOUCKa IIyTeli ero addek-
TUBHOTO jedeHNsA. KoHe4YHO, HOBble 3HaHUA, KaK MPaBU/IO, MOPOXKAAIOT ellé
Oorblire BOIIPOCOB, KOKYIINXCA Mofgdac HepaspemnMbiMy. OfHAKO mporpecc
OMOIOTMYeCcKMX HayK II03BOJIAET C ONTVMM3MOM CMOTPETh Ha HEepCIeKTVBBI
00pBOBI ¢ THKENBIMM HAC/IeACTBEHHbIMM 3abonmeBannsaMy, Bkmodas BI. Cre-
IyeT HORYepPKHYTh, 4TO BI' cTana cBoeoOpasHOl MOJE/NbI0 B M3YYEeHNN MeXa-
HI3MOB Pa3BUTUA TaK Ha3bIBaeMbIX HelIpOJereHepaTVBHBIX HaC/IefCTBEHHBIX
6ome3Heit, COMPOBOX/AINIMXCA aTpodueil pasINIHBIX OT/[ETIOB TOTOBHOTO I
CIMHHOTO Mo3ra. Bo Bcém Mupe, B iepBylo odepenp, B CIIIA, Kanaze, Bemnko-
Oputanuy u Iepmanuy, Ha usydenve bI' 1 Apyrux TsKEIbIX HaC/EACTBEHHBIX
3ab0/1eBaHMIl 3aTPAaYMBAIOTCA OTPOMHBIE CPEACTBA U IO KPYNMILaM HaKaIlIM-
BAIOTCSl HOBble 3HAHV, KOTOpble B KOHEYHOM MTOTe IIO3BOJIAT pa3paboTaThb
HOBbI€ METO/bl AMATHOCTUKY U Ie€YEHMU .

bI' nepemaéTca mo Hac/lelcTBY M MMeeT TaK HasblBaeMbIl ayTOCOM-
HO-JJOMVHAHTHBIN TUII Ilepefaun. YTo >ke 9T0 03HayaeT? 3aboneBaHmne Hace-
LyeTcsl OT OHOTO M3 OONbHBIX POAUTENENl C BepoATHOCTDI0 50 %. ITon ponnre-
JIel IIpY 3TOM He MMeeT 3Ha4eHVs, B PAaBHOI CTelleH) 60/1e3Hb IIepefaeTCs 1 OT
MY>KYIH, U OT >KeHIIVH. boreTh MoryT Toxe nuia oboero nona. Heobxopymo
IIOMHUTD, YTO BEPOATHOCTH IIepeiauyl MaTOIOTMYeCKOro (MM «MYTaHTHOTO»,
KaK TOBOPAT CIIEIMaTMCTBI-TeHeTUKY) TeHa 50 % He O3HaYaeT, 4To 3aboeeT
06s3aTenbHO MOoBMHA fieTelt. Ecmi, ckaxkeM, y 60/IbHOTO pOIMTENA eCTh JBOE
meTell, TO KayKAbIIl M3 HUX MMeeT BepoATHOCTb 50 % yHacnmegoBaTb MyTaHT-
HbII1 reH. [IoaToMy, MOXeT OBbITh, YTO 06a pe6EHKa OYAYT «reHeTUIeCcKI» 3710-
POBBI, @ MOXeT OBITb, 4TO 00a yHac/lIeAyloT MyTaHTHbIN reH BI. besycnosHo,
BO3MOYKEH U TPeTUIl BapUaHT, IPU KOTOPOM TO/IBKO OiMH U3 [ieTell YHacTIeqyeT
TIATOJIOTMYECKNUII TeH, a BTOPOJ peOEHOK OCTAaHeTCA «IT€HEeTUYECKY 3OPOBbIM»
Y HMKOI/]a He 3a00s1eeT. Ba>kHOII XapaKTepUCTHKOI ayTOCOMHO-IOMUHAHTHO-
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ro MeXaHM3Ma HaclefjoBaHuA reHa bl ABmAeTcA Tak HasbIBaeMBblil BepTUKAIbHBIN
IyTh Nepefauy ¢ GONBIINM YUCIOM CTy4aeB 3a00/IeBaHMA B KOKIOM IIOKO/IEHUN
6e3 mpomyckoB. Ec/i B KaKOM-TO ITOKOJIEHVMM BCe POJICTBEHHMKM ABJIAIOTCA T'eHe-
TIHYEeCKU 3[JOPOBBIMI, TO HajlbHeillllee Hac/lefoBaHMe 3a0ojeBaHMA B POAY IIpe-
KpaijaeTcss — uepes nokoseHue bI' He nepegaérca. OnHaKO BO3MOXKEH «IOKHBI»
IIPOIIYCK IOKOJIEHV, B C/Iy4ae, eCy KaKoi-mbo MHAMBUYYM YHAc/leHoOBal MY-
TAHTHBII TeH 3a00jIeBaHNA I, IIEPefiaB ero CBOUM JeTAM, IPeXIeBPeMEHHO CKOH-
JajIcs, He YCIIeB, TaKuM 006pa3oM, JOXKUTB [J0 Bo3pacTa Hayasa 3aboneBanns. B atom
Cy4ae TOBOPUTD O IPOITYCKe IOKO/IeHMsI HeKOPPEKTHO, TaK KaK YKa3aHHbIN BbIIIe
VHJVBJAYYM He ObII «TeHeTU4eCK) 3[[OPOBbIM». B CBSA3Y ¢ 3TUM OTMETHUM, YTO TeH
BI' umeer Tak HaspiBaemylo 100% IeHeTpaHTHOCTb, TO €CTb IIPU YHaCELOBaHUMU
VHIVBJMAYYMOM MYTaHTHOTO reHa bI' HemsOe)xHO pas3BuBaeTcsA B CIy4ae, €CIM OH
HOXVBET O TUIIMYHOIO BO3pacTa Havasa 3ab60/eBaHVA B 3aBUCHMOCTY OT TsDKe-
CTM MyTanuy (IIpo TSHKECTb MyTanuy — cM. fasee). [Ipumep TMIMYHOI ceMeltHOM
cxeMbl (POIOCTIOBHOIT) IPMBEAEH Ha pUCYHKe 3. PuMckumy nudpamm npoHymepo-
BaHBI IIATb IIOKOJIEHWIT (WIEHBI Ka>KIOTO IIOKOJIEHISI PACIIONIO>KEHDI B OHOM U TOM
xe pAny). JInna My»cKoro 1oja NOKasaHbl KBaJipaTaMiy, )XEHCKOTO — KPY>KKaMII.
BonpHbIe MHAMBMAYYMbI HA MOMEHT OCMOTpAa OTMEUYEHBbl YePHBIMM KPYKKaMU U
KBajipataMu. YMepliye 0603Ha4eHb! llepedépKIMBaHeM KOCOI YePTOIL.

AHanu3 pofoC/IOBHOI MO3BOMAET OTMETUTD XapaKTepHble MIPU3HAKM Ha-
cnegoBanusa BI' — 6Gonblroe 4ucno 601bHBIX 000€ro I0/Ia BO BCEX IMOKOIEHUSX C
Hepepadeit 3a60/1eBaHyA 110 BepTUKaIU 6e3 IPOITyCKOB IIOKO/ICHMUIA.

Ha6mopeHnsa MHOIMX CIIeLMa/INCTOB-HEBPOJIOTOB M F€HETYIKOB II03BOJIMIN
BBIIENMNUTD PAJ 0COOEHHOCTeN HaclefoBaHnA MyTaHTHoro reda npu bI. Tax, orme-
4eHO, YTO, KaK IIPaBMUIO, B K&XX/OM HOC/IefyIolleM OKOTIeHNN HabmofaeTcs 6oree
paHHee Hauasio 3abojeBaHNA 1 Oojiee TAXKENOe ero TedeHye. ITO SABJIeHNe HOMTY4NIO
Ha3BaHlUe «aHTHIIALNA». b1nsko K aToMy peHOMeHY HaXOAUTCA M TaK Ha3blBa-
eMblit «3¢¢eKT OTIOBCKOII Mepefaun», 3aK/I0YaloIINiIicCs B TOM, 4To BI' ¢ 6oree
PaHHUM HadaJoM 1 Oolee TSXKE/IBIM TedeHNeM pa3BUBAETCs, IPEVMYIIeCTBEeHHO,
IIpY Iepefiade 10 OTLOBCKOM nmHuM. [Ipy MHOrokpatHoM Hacnefosanuu bI' o nu-
HIM OTILa (KaK B CIly4yae TPOIHOIL OTLIOBCKOIL Iepefjadert A1 MHAUBULYYMa, OTMe-
YEeHHOT'O Ha PUC. 3 CTPE/IKOIT) BO3MOXKHO Hada/o 3a60J/IeBaHNA B IOHOIIECKOM VJIN
Jaxke IETCKOM Bo3pacTe. B mpuBeiéHHOM Ha POIOCTOBHOI IpMMepe y MalbunKa
3abosieBaHMe Ha4aoch B 14 jyiet, y otiia — B 35, y lea — B 50 1 y mpagena — B 67
TIeT.

IOBennnbHbIe (¢ HavyanmoM 60mesHu Jo 20 set) cay4dan 3aboneBaHuA
MIMEIOT 0COOYI0 KIMHNYECKYI0 KapTUHY, OTIMYHYIO OT Knaccudeckoit BI. Kak
IIPaBUJIO, C CAMOT'0 HayajIa pa3BUBAIOTCA CKOBAHHOCTD 11 MaJ/IONIO/IBIDKHOCTD 6e3
XOpeM4yecKIX IMIIepKIUHe30B, INTy0oKasA yMCTBeHHasA OTCTaNoCThb. Takue cryvau bl
OT/INYAIOTCA 0COOEHHO OYPHBIM IIPOTPECCHPOBAHNEM U IPUBOLAT K CMEPTU B Te-
JeHye HeCKOIbKMX JIeT C MOMeHTa Havasa Ha ¢oHe obuieit guctpodun u KpaitHeit
CTETIeHU VCTOIEHMS.
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Pucynox 3. Podocnosnas cemvu A., omszowénnoii 6one3nvio
TIenmunzmona.

Omnucannble ocobeHHOCTH HacnenoBanus bl 1 xapakrep eé K1nHuYe-
CKMX IIPOSIBJICHMII IOTYYM/IV 0O'bsCHEHME IOC/Ie OTKPBITHA IeHa 3a00/1eBaHMA
VI paciInpOBKM TOHKVX MOJIEKY/LAPHBIX MEXaHU3MOB €TI0 pa3BuTys. Jlanee Mbl
IIOCTapaeMcs B IIPOCTOIL U KPaTKoii popMe MpecTaBUTh CYThb C/IOKHBIX O1O-
JIOTMYECKUX MEXaHM3MOB, JIEXKAIIX B OCHOBE 3TON TAXKENTOM OOIe3HIL.

Kak oTmeuasnoch Bblllle, IPUYNHON pa3Butud bl ABnderca myTanua
(HapylIeHVe HOPMa/IbHOV CTPYKTYPBI) IeHa 3a00/ieBaHMs, HaXOAAMErocs Ha
4-11 xpoMocoMe. 37iecb HeOOXOMMO HalIOMHUTb, YTO BCS HAC/IEACTBEHHAA VH-
¢dbopmanys yenoBeka (Kak ¥ BCeX >KMBBIX CYIIECTB Ha 3eMsie) 3aKOJVpPOBaHa B
cTpykTrype Monekyn JJHK, pacrionoxeHHBIX B Afpax KJIETOK BCeX OPraHOB U
TKaHeil. A66peBnarypa «[JHK» pacumdponbiBaeTcs Kak e30KCUPUOOHYKIIe-
VIHOBasA KVUC/IOTA. DTO COeAVMHEHNe NPEACTaB/IAeT U3 cebs MPUPORHBIIl IO/N-
Mep (IIOMHYKICOTUAHYIO Liellb), COCTOAINIL U3 9/IeMeHTaPHbIX CTPYKTYPHBIX
eVHUL] — HyKneoTna0B. HyK/1eoTnibl OT/IMYAI0TCA APYT OT PYra IO COCTaBY
BXOJAIINX B MIX CTPYKTYPY TaK Ha3blBa€MbIX a30TUCTbIX OCHOBAHMII — afleHN-
Ha, TUMMHA, TYaHIHA J IUTO3MHA ¥ MapPKMPYIOTCA Hada/IbHBIMY JTATUHCKUMU
oykBamu ocHoBaumit: A, T, G, C. IlocnenoBaTe/bHOCTb COEAMHEHHBIX MEX/Y
co6071 HyK/IeOTUIOB, KaK pa3 1 obpasyer monekyny JHK, koTopas moxer co-
CTOATb U3 MU/UIMOHOB TaKUX 3BeHbeB. B kieTkax opranusma JHK cymecTy-
€T B BUJIe JBOVHONM CIIMpay, IPUYEM aICHNH U TyaHUH OJHON LN CBA3aHbI
COOTBETCTBEHHO C TMMMHOM J LIMUTO3MHOM ZApyroii. CXeMaTU4YHO IPOCTpaH-
cTBeHHas cTpyKTypa JJHK npencrasnena na puc. 4.

Ob1ee KOMMYECTBO HYKJIEOTUIOB Y 4elOBeKa KaK OMOIOrMYecKOro
BIJa COCTaB/AET 0Koyo 3 munapaos nap. Bea JIHK uenoBedeckoro opranus-
Ma YIIaKOBaHa B XPOMATHH, 2 XPOMATVH, B CBOIO OYepelib, YIIAKOBaH B 0COOBIX
CTPYKTYpaxX, Ha3bIBaeMbIX XpOMOcoMaMM (CM. puc. 5). XpoOMOCOMBI pacIona-
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raioTcs B AApe KaeTKu. [1ouTy Bce KIeTKY YeloBeKa CofepyKar BOITHON Habop
XpoMocoM (II0 OZHOMY HabOpy OT OTL[a ¥ MaTepu), COCTAB/IAIOLINIL 23 maphl.
VckmoyeHne COCTaB/IAOT MOTIOBbIe KIETKM (SIIIIeK/TeTKa ¥ CIIePMaTO30M/bl),
cofiepykaliye OfyHapHBIN Habop xpomocoM. [Ipu ommogoTBOpeHNn BOCCTa-
HABIMBAeTCSA OOBIYHBIN (IBOITHOIT) HAOOP XPOMOCOM.

KopmupoBaHme 1 c4uThIBaHMe HACTIEACTBEHHOI MHPOPMALUY Y YeToBeKa 0Cy-

LHTOIHMH

Pucynox 4. [leotinas cnupanv [JHK

(namunckumu 6yKeamu npomMapKuposanvl HyKIeomuovl).

[eCTB/IACTCS ClepyomuM obpasom. CodeTaHme TpEX HyKIeOTUIOB 0OpasyeT
TPUIUIET, VI KOJOH. KaXk/iplil TpUIIZIET COOTBETCTBYeT KaKOil-1nO0 OTHO
u3 20 amyHokucnor. K npumepy, tpumner CAG (IUTO3MH-aleHNH-TyaHVH)
COOTBETCTBYeT aMUHOKMUCIOTE ITyTaMMH. B cBOI0O odepenb, aMMHOKMCIOTHI
SIBJISAIOTCS TeMU 3/IeMEHTAPHBIMU «KMPINYMKAMI», U3 KOTOPBIX IIOCTPOEHBI

12

Pucynox 5. Ynaxoexa JJHK 6 xpomocomy, pacnonoxenuyo é sope Knemxu.

Bce Oe/KyM yenmoBeyeckoro opranusma. CTpyKTypa KaXoro Oemka KogupyeT-
Cs1 OIIpefieIéHHbIM TeHOM. TakuM 00pasoM, IeH IpefCcTaBsieT co60il CTporo
olpefien€HHBIN yyacTok Monekynbl JHK, mocnenoBareibHOCTb KOTOHOB KOTO-
pOro copep>Xut B cebe BCo MHGOPMALNIO, HEOOXOAVIMYIO IJIs CMHTe3a MoJie-
Ky/I KOHKpeTHOro 6enka. benky 4emoBedeckoro opraHusma MOApasmesaioTCs
Ha CTPYKTYpHBIe 1 KaTaauTudeckue (pepMeHTbI), yCKopsitolye 61oxummde-
CKIle peakluy B K/leTKax. VIX Habop ompefenseT YHMKaIbHOCTb U HEIIOBTO-
PMMOCTD OpraHyu3Ma KaKHoro yenoseka. OOliee KOMNIECTBO T€HOB YelOBeKa
cocTtaBnseT okomno 22 000.

IIpy HapylleHMM HOpPMajbHOMN IOCNEeOBaTeTbHOCTY HYKIEOTUIOB
(MyTamum) MeHseTCsl COCTaB TPUIUIETOB (KOOHOB) ¥, COOTBETCTBEHHO, IeHe-
TUYECKNII KOfI, YTO IPUBOAUT K CUHTe3y O€/NKOB HelpaBUIbHON CTPYKTYPHI,
760 K IOTHOI HEBO3MOXKHOCTY UX CHHTe3a. JTO JIEKUT B OCHOBE HapyLIeHNIT
CTPYKTYpPHI U PYHKLIMM KJIETOK OPTaHM3Ma U PasBUTH PAa3/INYHBIX, B TOM YNC-
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JIe HaC/Ie[ICTBEHHBIX, 3a001eBaHmit. MyTaluy MOTYT IMeTb pas3IMYHbII XapaK-
Tep. Bo3MOXXHBI 3aMeHbI OTHEe/IbHBIX HYK/IEOTUOB PYT Ha ApyTa, BhIIafeHNs
VIV, HAa00OpOT, BCTABKYU «IMIIHUX» HYK/IeoTuaoB. Ilpu BI' xapakTep myTa-
LMK MMeeT HeCKONIbKO MHOM XapaKTep. IeH, IoBpexX/ieH1e KOTOPOTro BbI3bIBa-
eT pasBuTie bI, pacnonoxxeH Ha 4-it xpomocome. OH KOAMpYeT CUHTe3 OenKa,

;- nn d-A xpoMmoo0oaa: red HTT [FEHTHHITHH)
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21 HopmanbHoe RonuYecTso CAG-noBTOPOS

27-35 MpossewyToMHOE KoARYECTED CAG-NOBTOPOB
CAG-nosTOREI

Pucynox 6. Mymauus, npueoosauas k pazéumuio 6onesnu lenmunemona.

Ha3BaHHOTO T€HTMHITUHOM, QYHKIMA KOTOPOTO JIO CUX IIOp HEJOCTaTOYHO
sicHa. [Ipegnonaraercs, YTO B HOpMe TeHTUHITUH MMeeT OONbIIOe 3HaYeHIe
ns GOpMUPOBAHNST HEPBHOIT CUCTEMBI B 9MOPUOHATIPHOM TIEPUOJie Pa3BUTHS
YelioBeKa, a B JIaNIbHEIIIIeM SBAETCS BCIIOMOTaTeIbHBIM (PaKTOPOM IJIst CUH-
Te3a PYrux OelKOB KIeTKM. [eHTMHITUH COfep>KUTCA B K/IeTKaX Pas/IMYHBIX
OpraHOB U TKaHeil, OfTHAKO Haubosee MIMPOKO OH IPENCTaB/IeH B TOTOBHOM
mosre. IIpu bI' pasBuBaeTca gyuHamMmdeckas MyTalys, 3aTparusamlias ompe-
Ie/IEHHBI pparMeHT B CaMOM Hauajle TeHa. B HopMe B 9TOM y4acTKe pacIo-
JIO’KeHa L[eTI0YKa 13 IOBTOPSIOMMXCA OAMH 3a ApyruM TpuiieToB CAG (um-
TO3VH-a/IeHVH-TYaHVH), KOJVPYOIUX, KAaK OTMeYasIoCh BhIIIe, aMUHOKICIIOTY
IIyTaMyH. B HOpMe Takux TpUIIETOB cofiepXuTcs He 6onee 35, a mpu BI' nx
KO/IM4eCTBO JocTuraer 40 um 6onpire (MaKCMalIbHOE OIMMCAHHOE KOTMYECTBO
CAG-noBTOpOB mpesbimaer 180). CxeMaTMYHO CyTb JJAHHOI MyTaLUyu MU30-
OpakeHa Ha puc. 6.

MyTaunsa Ha3BaHa AVHAMMYeCKOIL, TaK KakK KonndectBo CAG-Tpuie-
TOB (WM, KaK 4acto ynomuHaercsi, CAG-IOBTOpOB) BeCbMa HEIIOCTOSIHHO 1
MOXET Pa3uyaThCs Aake B pPasHBIX KJIETKaX OfHOro yenoseka. KommyecTBo
CAG-110BTOpOB, KaK IIPaBIUJIO, MEHAETCSA B OOJIBIIYI0 CTOPOHY IIpK Ilepefiade B
IIOKOJIEHVISIX, 0COOEHHO 110 MY)XCKOJI IMHNUMY, YTO, TAKUM 00pa3oM, OObACHsET
C MOJIEKY/ISIPHO-T€HEeTMYeCKOJ TOUKY 3peHnst peHOMEeHbl aHTYIMIIAIVIN U OT-

HOBCKOI/vI rnepenaviy, 0 KOTOpPbIX MbI pacCKa3aji BbILIE. YBenuueHne konmyecTna
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CAG-1I0BTOpOB BbIllI€ HOPMBI Ha3bIBaeTCs SKCIaHCHEI.

Kaxum o6pasom 6onesnv lenmunzmona 603nuxaem 6 cemve u pooy?

Wcrouynnkom myTauuii npu BI' ABnA0OTCA 300pOBBIe TNIIA, Y KOTOPBIX
gpcno CAG-noBTOpoB cocrasnAeT 27-35 (cM. puc. 6). OTu yqacTku 4-it Xpo-
MOCOMBI HeCTaOVIbHBI 1 00/1a[Jal0T CIIOCOOHOCTBIO K YBETNYEHUI0 9KCIAHCU
CAG-10BTOpPOB B MOCTIEAYIOINX MOKOTEeHNAX. KoMiecTBO IOBTOPOB MeHb-
e 26 CTabWIbHO 1, KaK IIPaBUIO, He MMeeT CKJIOHHOCTM K HapacTaHMIO IpU
nepefiaue 13 IOKOJICH) B IIOKOJICHMeE.

JInna, y xoroppix uncno CAG-1oBTOpoB cocTasiser 36-39, yalle Bce-
ro, 3a6omeBaioT bI' B 04eHb MOXXMIOM BO3pacTe, IPUIEM 3ab0JIeBaHMe IPOTe-
KaeT y HMX B CPaBHUTE/IbHO JIETKOi GopMe. B psane cmydaeB BI' Mmoxer n He
pasButbcs. [Ipu konmmyectse sxe CAG-nosTopos ot 40 u Bpite bI' pasBuBaer-
ca B 100 % cmydaes. CymiecTByeT 3aKOHOMEPHOCTD, 4110 00/bliee KOUHec60
CAG-nosmopos npusooum x 6onee panHemy Hauany 3a601e6aHus K ero Hoyee
TSDKETIOMY TedeHMIo, ogHako BemuuuHa CAG-skclaHCUM TUIOb Ha 65-70 %
onpepenAeT NPUMEPHBIl BO3pacT MOsABAeHNA IepBbIX cumnromos bI. Ha
BpeMsI Hauasia 3TOro 3ab0jieBaHNs OKa3bIBAIOT TaKXKe OO/IbIIIOe BIMsIHME 00pa3
KVM3HM 4eJIOBEKa, YPOBEHb €TI0 MHTE/UIEKTYa/IbHOIL AesTeIbHOCTY, (pusmdeckas
U collMajibHast aKTUBHOCTb.

B cry4asx joBeHnnbHoI BI, 0 KOTOpOI TOBOPMUIOCH BBIIIE (IIPY MHOTO-
KpaTHOII Ilepefjade 1o OTLOBCKO MMHMN), KonmndecTBO CAG-TIOBTOPOB MOXeT
pocturatb 60-70 u Bbille.

Kax sxcnancua CAG-noemopos
npueooum K paseumuio 6onesnu Ienmunemona?

ToHKMe MOJEKY/IpHBIe MeXaHM3MbI Pa3BUTHA 3a00/neBaHUA ObUIN
PACKpBITHI B T€UeHMe ITOCTeHEr0 NeCATUIeTUA, XOTA MHOTHe JeTalIn IO CUX
IIOp HEIOCTATOYHO ACHBL. JKcnaHcus CAG-IOBTOPOB B reHe, KOAUPYOIIeM
CUHTe3 TeHTVHITIHA, ABJIAAETCS IPUYVMHON CUHTe3a 9TOro OeJIKa ¢ y/IMHEHHBIM
HO/IUITTyTAMUHOBBIM YYacTKOM (TPaKTOM) BCJIEICTBUE M3OBITOYHOTO COZep-
YKaHUA aMUHOKVIC/IOTHBIX OCTATKOB ITTyTaMuHa. B 9ToM ciydae 6e/10K MeHseT
CBOI0 HOPMAJIBHYIO CJIOKHYIO IIPOCTPAHCTBEHHYIO YKIAAKY (KoHdopMaluio) u
npuobpeTaeT TOKcUYecKye cBoiicTBa. OH HaYMHAaeT HaKaIUIMBATbCs B KJIETKaX
OIpefe/IéHHBIX CTPYKTYP TOJIOBHOTO MO3Ta — II0JIOCaTOM Telle (0O6pa3oBaHO
0COOBIMY CTPYKTYPaMI: XBOCTATBIM SSPOM U CKOPIIYIION) ¥ OTHE/IbHBIX y4acT-
Kax Kopsl (cM. puc. 7). ITo Mepe HakoIIeHMSI TOKCUYHOTO Oe/lKa KJIETKM To-
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Hopa rnosssrD Moara

Pucyuox 7. Pacnonoxcenue nonocamozo mesna 8 20106HOM Mo32e.

JIOBHOTO MO3Ta IIPUXOAAT B COCTOSIHME AUCTPOdUY, B HUX HapyIIaeTcss 0OMeH
BEIeCTB, ¥ OHM IMOHYT. [laTonornyecknit mpolecc 1o Mepe CBOEro Imporpec-
CHPpOBaHNA PACIPOCTPAHAETCA U Ha IPYTUe OTHe/bl TOIOBHOTO MO3Ia, HAIIPU-
Mep, IMIIIOKaMII, KOTOPBII UTPaeT BaXKHYIO PO/Ib B 00ecIIeYeHny IaMATH.
ITponecc HaKoIUIeHNA aHOMa/IbHOTO TOKCMYHOTO T€HTUMHITIHA PacTs-
HYT BO BpeMEHU Ha JIeCATU/IeTHA Y HAYMHAETCA 3aJJ0/ITO 0 NOABIEHN IIePBbIX
BHEIIIHUX KIMHUYECKUX IIposBIeHnit 3abonesanns. [Tomocaroe Teno sABngeTcsa
Ba)KHOJI IIOAKOPKOBOI CTPYKTYpOIi ToJI0BHOro Mo3ra. OHO oTBedaeT 3a OCy-
IIeCTBJ/IeHMEe CTIOKHDBIX [JBUTATENbHBIX AKTOB Ye€/I0OBEKA U IIOflaB/IeHNe Hellpo-
VI3BOJIbHBIX JABIDKeHMIL. IIpy ero mopakeHMu pasBMBAIOTCA PasHOOOpasHbIE
HacU/IbCTBEHHBIE IBVDKEHNA, B IIEPBYIO O4Yepelb, XOpendecKye TUIePKIHE3DL.
Kpowme atoro, nofKopKoBbIe CTPYKTYPHL, cTpafaolue npu b, Hapany ¢ kopoit
TOJIOBHOT'O MO3Ta IIPMHMMAIOT Ba)KHOE y4acTie B GOPMUPOBAHUY TOHKIUX Me-
XaHM3MOB IIAMATH 4e/I0BEKa, €r0 dMOLMOHAIbHbIX, IICUXMYECKNUX U TIOBEJeH-
9YeCKUX peaKLMil I TO)Ke OTBETCTBEHHDI 32 VIHTE/IEKTYa/IbHYIO [IeSATeIbHOCTDh
nHpuBKAyyMa. IlopaxkeHue BbllleyKa3aHHBIX aHATOMMYECKNX CTPYKTYP
npu bI' npuBoguT K pasBUTHIO TEX NCUXWYECKNX ¥ KOTHUTUBHBIX Hapy-
IIEHNIT, O KOTOPBIX MBI HOAPOOHO TOBOPW/IN B HaYajie OPOLIIOPHI.

16

JTHK-ouaznocmuxa
U MeOuKo-2eHemu1ecKoe KOHCyIbmuposanue cemetl,
omszowénHbIX 60ne3Hvr0 lenmunzmona

OTtkpsiTue rera BI' mosBonmuno paspaboTarb OTHOCUTENBHO MPOCTbHIE
U BBICOKOTOYHbBIE METOIbI IMArHOCTUKY HOCUTENIbCTBA TeHa 3a00/eBanns, oc-
HOBaHHbIE Ha COBPEMEHHBIX MOJIEKY/ISIPHO-TeHeTMYEeCKUX TeXHONOTHAX. [l
nposenenus JJHK-auarHocTnky ;0CcTaTouHO B3ATh KPOBB MallMEeHTa VI POJI-
CTBEHHIKA U3 TPYIIIbI PUCKa; IPOBeeHNe aHa/3a OOBIYHO 3aHUMAeT OKOJIO
IBYX Hefienb. [lMarHocTuka 3abo/eBaHusA OCHOBAaHA Ha ONpeNe/IeHNN JUIVHBI
y4dacTka reHa b, copeprkaiero CAG-1oBTOpbI, C TOYHBIM IIOACYETOM UX KOJIU-
YecTBa. BeposATHOCTD OMIMOKYM MPAKTUIECKN UCKITIOUeHa.

IOTHK-muarnoctuka BI, kak u mo6oro IPYroro HacnefCTBEHHOIO 3a-
0oneBaHNsA, ABIAETCA OCHOBOI CUCTEMbI MEAUKO-TeHETIeCKOTO KOHCY/IBTH-
posanna (MI'K), npepcrapsiomero co6oit 0coOblii BUA CIeIaI31pOBaH-
HOJ MeIVIIIVHCKOJ TIOMOIIM, HAIlpaB/IeHHBbI Ha IpefyNpeKeHle TI0sABIeHVs
IIOBTOPHBIX CTy4aeB HAC/IeACTBEHHBIX 3a00/IeBaHMII B OTATOIEHHBIX CEMbSIX.
Ocob6oe 3nauenne MI'K npmobpeTaet mpu HaAIUUNK B CeMbe TSDKEMBIX U MO
HOCTBIO HEeU3/JIeUYMMBbIX Ha CErOJHAIIHMI [eHb 3abonmeBaumii, mogoousix BI.
MTIK BK/ro4aeT B ceb6d HECKO/IbKO OCHOBHBIX 3afjad:

- YCTaHOBJIEHVe TOYHOTO AMArHO3a ¥ TUIIA HaC/leoBaHMs 3a00/1eBaHMsI B KOH-
CYIbTUPYEMOI CEMDE;

- pac4y€T TreHeTMYEeCKOTO PUCKa Y KOHCY/IbTHPYEMBIX POJICTBEHHUKOB, BK/II0Yas
(110 BO3MOXXHOCTM) TOYHOE YCTAHOBJIEHME VX T€HeTUYEeCKOro CTaTyca ¢ IOMO-
b0 MetonoB THK-auarHocTuku (MporHOCTUYECKOe, WITH IPENUKTUBHOE, Te-
CTUpOBaHue);

- OIIpefie/ieHNie TIPOTHO3a IIOTOMCTBA U OllpefiesieHne Hanbornee apPpeKTUBHOTO
crioco6a mpouIaKTUKM HOBBIX C/Iy4aeB 3a00ieBaHusA (B TOM YMC/Ie C IIOMO-
mpto npeHatanpHoit [JHK-grarHocTnku mmofa Ha paHHUX CpOKax OepeMeH-
HOCTI);

- 00'bsICHEHVe KOHCY/IbTYPYeMbIM JIVIIaM CMBIC/IA TIOJTy4€HHOI U IIPOaHa/IN3N-
pOBaHHOI MHPOpMALINY;

- IIOMOIIb KOHCY/IbTHPYEMOIl CeMbe B pPelIeHMN IIelIor0 psifa APYIUX BOIPO-
COB, KAacalolMXCs IUVIAHMPOBAHMS >XU3HM, PENPOAYKTMBHOIO IIOBENEHUA U
BO3MOXKHOCTY [eTOPOXKJEHNS, IICUXOIOTUYECKON MOJEeP)KKY, COLMATIbHOM
ajanTarm u T.1.

Tounast moctaHoBKa fuarHo3a BI' ABisfeTCss mepBbIM HEOOXOIUMBIM 3TATIOM
MTIK pisa o6paTyBIIerocs 3a IMoMOLIbI0 1uija (CeMby). DTOT ITAI MOXKET OCY-
IIeCTB/IATbCA BpPayOM-HEBPOJIOTOM, BpPadOM-T€HETUMKOM MEAMKO-TeHeTHhYe-
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CKOJI KOHCy/IbTauym mmbo (B upeane) KBamuuIupoBaHHBIM CIEIVaTVICTOM B
00/1acTV KITMHNYECKOI HelfporeHeTUKY. [IpaBuMIbHO MPOBeIEHHBIN aHAU3 PO-
TOC/IOBHOI NTO3BOJIAET BbIJIE/IUTh B KOHCY/IBTUPYEMOI CeMbe TaK Ha3bIBaeMYIO
TPYIIIy PUCKaA, KOTOpas U SAB/IAeTCA 0CHOBHBIM 06bekToM MIK. ITox rpynmoit
PMCKa IIOHMMAIOTCS POJCTBEHHMKY OOBHOTO, KOTOPbIe B COOTBETCTBUMY C ay-
TOCOMHO-JJOMVHAHTHBIM TUIIOM HaC/IefOBaHUA MOTYT AB/IATbCA HOCUTETAMMU
MYTaHTHOTO reHa bI' 1 MeoT BBICOKMIT pUCK 3a60/1eTh JaHHBIM HaC/Ie[CTBEH-
HBIM 3a00/IeBaHVeM WIN IlepefiaTh MY TaHTHBII reH HoToMcTBY. [Tpu BI' k rpymn-
Ie PUCKa OTHOCSAT JieTell Mal[MeHTa, a TAKXKe ero OpaTbeB U CeCTEP: IS KAXKIO-
TO U3 9TUX JIUL] IIPY POXKIEHNUM TeOPETUYECKUII PUCK YHAC/IEN0BaTh MY TaLIO
1 3a00/1eBaHIe COCTABIIAET, KAK OTMEYAIOCh Bhilile, 50 %.

B 5-m HeBponormueckoMm (HeiiporeHeTnuyeckom) otmenenuu OTBHY
«Hayunblit ienTp HeBponorum» (panee — HVV neBponorun PAMH) (r. Mo-
cKBa) paspaboraHa ctpoiitHas u sddexktnBnas cuctema MI'K cemeit, otsro-
ménnbIX BIL. JJaHubIM 3a001eBaneM OTeNe e 3aHMMaeTcs cBhiie 50 met. 3a
3TO BpeMs cobOpaHa obumpHast 6asa JaHHBIX ceMeli, cTpafgaomux bI, B koTo-
pyto BxopaT okono 400 cemeit n3 Poccun u gpyrux crpan CHIL C 1994 1. (To
€CTb CITyCTsI BCETO T'Ofi ITOC/Ie OTKPBITHS TOYHON CTPYKTyphl reHa bI') Ha 6ase
IOHK-nab6oparopun otaeneHus Buepsbie B Poccun HavyaTo mpoBefeHe IpsmMoit
IOHK-puarnoctukn BI. B teyenne nocnepnux net JHK-guarnoctuka BI' ocy-
LIIeCTBIISIETCSA B Hallleil TabopaTopun MeTomoM GParMeHTHOTO aHaMn3a — Ipo-
CTBIM ¥ TOYHBIM AMATHOCTUYECKUM IIOIXOMIOM, MICIIO/Ib3yeMbIM C 3TON LIE€NbIO
BO BCEM MUpe.

MIK npu BI' ocyujecTsisgeTcss B COOTBETCTBUM C MEX/YHAPONHBIMU
IIPOTOKOJIaMU, aIAITPOBAHHBIMIY C Y4€TOM poccuiicKoii crienuduxn. Ha mep-
BOM 9Talle MPOBOAKUTCS Oecelia ¢ WieHaMu 0OPaTUBIIENCS 3a TIOMOLIbIO CEMbU
C TIJATe/TbHBIM aHAaINU30M CeMeHON ponocnioBHoi. [IpoBoguTCs moapoOHbIi
KJIMHUYECKUIT OCMOTP OONBbHBIX MAIVIEHTOB ¥ 3[OPOBBIX PONCTBEHHMKOB I3
rpynmnsl pucka. Kak npasmmo, Ha3Ha4aIoTCs OMOTHUTEIbHbIE 00C/IeOBaHNS,
[IOMOTraoIIye Bpady OLLEHUTb COCTOSHME TOTOBHOTO MO3Ia, I1aMATb, BHUMa-
HIIe, MBIIIIEHNE 00C/IelyeMbIX N1 (91eKTposHIedanorpadusa, MarHUTHO-pe-
30HAHCHasA TOMOTrpadsi TOJIOBHOTO MO3Ta, UCC/IeOBaHVe KOTHUTUBHBIX (PyHK-
LI MO3Ta C TIOMOIIbIO METOZA BbI3BAHHBIX NOTeHIManoB P300, KoHCyIbTalus
ncuxosnora u np.). [Janee o6bsicHseTcs ponb u Bosmoxxunoctu JJHK-guarnoctu-
KU JJI TIOCTAHOBKY TOYHOTO AMarHO3a y OO/IBbHBIX U OIIpefie/IeHNs BO3MOXKHO-
rO HOCUTEIbCTBA MYTAaHTHOTO reHa bI' mnitamMu 13 rpymnmnsl pucka.

JHK-auarHocTnka y KIMHUYECKN 3J0POBBIX POCTBEHHIKOB 00/Ib-
HbBIX ¢ BI' mpoBOgUTCS MCKITIOYNTENBHO Ha KOOPOBOIBHOI OCHOBE C IpeN-
BapUTEeTbHBIM 3alOTHEHNEM UMM MH(POPMUPOBAHHOTO COTIACUS MOCTEe
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MONy4YeHNA BCeX Pa3bACHEHNIT OTHOCUTENbHO Mporunoctimiyeckoro [JHK-re-
ctupoBaHus. CHeluanucThl-HeIPOTeHETUKM, B CBOIO OYepefib, 00sA3yHTCA
cobmopath KOHQUeHIIMaNTbHOCTh pe3ynbraTtoB JHK-TecTpoBanus B OTHO-
IIeHNN TPETbUX JINLI, BKII04as paboTonarens. Kpome aToro, muuam us rpynnst
PYICKa BCeTfa NMpefoCTaBIAeTCA NONOTHUTEIbHOE BpeMs elll€ pa3 MoAyMaTb 1
B3BECUTD i1 ceOs BCe 3a ¥ IPOTUB IOTy4eHVsI UHPOPMALINU O CBOEM TeHeTH-
4eCKOM CTaTyce. ITO CBA3aHO C TEM, YTO B psZie CIydaeB Yel0BeK, HOTYINB MH-
dbopManMIo 0 HOCUTENTbCTBE I'eHa TKENOT0 HACTIe[CTBEHHOro 3a00/IeBaHNsA U
Hens0e>XHOM pasBuTuy bI' B ollpeieIéHHOM BO3pacTe, MOXeT UCIIBITATh CHIb-
HeJINIi ICUXONIOTUYeCK!il cTpecc. Mbl cTapaeMcs B 9TUX C/Iy4aAX OKa3blBaTb
BCAYECKYIO IICUXOJIOTMYECKYI0 MOAJEPKKY, HMOTHOCTBIO COOIOfas IPUHIINII
HOOpOBOIBHOCTH. B TO e BpeMs, MHOTIe POACTBEHHUKN MTAIVIEHTOB 13 TPYII-
IIBI pUCKa CTpeMATcA caenarb cebe [JHK-tecTnpoBaHye, YTOOBI ONMYyYUTD I10-
HoOHYI0 MHGOPMALMIO, TAK KaK OHYM CYMUTAIOT, YTO IIPY 9TOM CMOTYT JIydlle
CIUIAaHMPOBaTh CBOIO MTOCTIEAYIOIIYIO XKIU3HD U XKU3Hb CBOEN CEMbI.

B cnydae momydeHus MUIOM U3 TPYIIBI pUCKa IOMOXUTEIBHOTO pe-
synbrara JHK-grarsocTuk (T.e. Ipy BBISBIEHNM HOCUTENbCTBA TeHa BI') mpo-
BOAVTCS MOfpo6Has Oecefia ¢ coobOlIeHNeM pyCKa Iepefiadyy MyTaHTHOTO TeHa
IIOTOMCTBY. B pAfie cmry4aeB BosMoXHO poBesieHue npeHaTanbHoit JHK-mua-
THOCTVIKY IVIOZIa HA PAaHHMX CPOKaX 6epeMeHHOCTH, TaK KaK IIPY HOCUTE/IbCTBE
IIaTO/IOrMYecKoro reHa bI' ogHuM M3 popuTenelt puck yHacnenoBaTb 3abose-
BaHue M1 Oynpyiero pe6éuka cocrasnaeT 50 %. Ilpenaranpnas JHK- gua-
THOCTMKA TIPOBOAUTCs mnbo Ha cpoke 9-10 Hemens (o 12), mn60 BO BTOpoM
TpuMecTpe GepeMeHHOCTM (B 17-18 Hemenb). B mepBoM ciydae BBIIONHACTCA
Ouorcys XoproHa (IJIAlleHTHI), IIPY 9TOM BCerfa CyILIeCTBYeT OIpeie/IéHHBIN
PUCK HeBbIHaImMBaHuA 6epemenHocTH (1,5-2 %). OgHaKo B cnydae HeoOXo-
AVMMOCTY TpepbIBaHMsA OepeMeHHOCTV (IIpyU BBISAB/ICHNMM HOCUTETbCTBA TeHa
BI' mooM) ero MOXHO OCYIIeCTBUTb MAaKCHMA/TIbHO 0€30MacHBIM CIIOCOO0M.
[Tpn muarHocTuke Ha MO3AHUX Cpokax (17-18 Hemenb) B KadeCcTBe MaTepua-
Ja JIs UCCTIeioBaHmA 6epéTcsl OKOOIUIONHAS XXIUJKOCTD Iy TéM IIPaKTIUYeCKN
0e30I1acHOl NYHKIY IVIOZHOTO 1y3bIps. Pesynbrarel JHK-guarnoctky npu
3TOM HaJi&KHee, OTHAKO Ha 9TOM CpPOKe OepeMEeHHOCTY BO3MOXHOE e€ IIpephl-
BaHIe CONPsDKEHO C pAJOM TPYLHOCTEN, TaK KaK HepeKO MPUXOAUTCS BbI3bI-
BaTb ICKyCCTBEHHBIE POMIbI.

IOHK-puarnoctuka u npepbiBanye 6epeMeHHOCTH 110 MeJUIIVTHCKUM
MIOKa3aHMAM BO3MOXXHBI Ha CpOKax fo 25 Hefenb. MBI Bcerfa faéM NpaBo
CeMeJTHON Tape CaMojil pelaTb, OCTABUTDb 1 OEPEMEHHOCTDb B CIydae I0JIO-
xutenpHoro pesynbrarta JJHK-tectupoBanms. IIpy HeGomnbinoit BemmumHe
CAG-akcniancun bI' pasBuBaeTcs B 3peioM BO3pacTe, PefOCTaBAAA HOCUTe-

JII0 MyTali1 HECKOJIbKO HeCHT]/IHeT]/If/I 1A aKTUBHOII, I'IO}IHOI.[CHHOI7[ JKN3HU, a
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TaKOKe OCTAaBJIAsA PeasIbHBIN IIAHC JOXKUTD [JO BHEIPEHNS B MPAKTUKY 3P dek-
TMBHBIX METOJIOB JiedeHVs1 6omesHn. OfHAKO MBI HACTaMBaeM Ha IIpepbIBAHNNI
0epeMeHHOCTU B C/Ty4ae MHOTOKPATHOJ OTI[OBCKOJI Iepefiadll B CeMbe ¥ HaJIl-
4y 6onmpiol sxcnancuy CAG-noBTopos (6oree 60), Tak Kak IpK 3TOM Y pe-
6€HKa HeM30eXKHO pasBUTHE TsDKe/elIell IOBEeHVIbHO GOpPMBI 3a00/IeBaHNA.

CrefyeT NMOJYEpPKHYTh, YTO, B COOTBETCTBUM C TPeOOBAHMAMU MeX-
JlyHapOZIHBIX IIPOTOKO/IOB, MbI He MpoBoauM [THK-TecTnpoBaHue 30poOBbIM
lleTAM M3 TPYIIBI PUCKA IO MPOchlbe MX pOAUTENell A0 NOCTVDKEHMA MU
BO3pacTa coBepuieHHONMeTHA (18 net). DTO AemaeTcs C Leblo 3aIUThI IpaB
pe6EHKa, TaKk KaK OTMEYa/INCh IpellefieHTbl YIeM/IeHUs ero MpaB POANUTEs-
MU IIpU TOJYYeHUY UMY MHPOPMALUM O HOCUTENbCTBE PeOEHKOM MyTaluu
BI. IOHBIIT rpakjaHUH JO/DKEH CaM CO3HATe/IbHO IPUHATD pelleHne 0 Heo6xo-
JMMOCTH Ipoxoxjenus npouenypsl JHK-guarnoctukm 6e3 kakoro-nmbo Ha-
JKVMIMa M3BHE CO CTOPOHBI POICTBEHHMKOB, BKJII0Yas pofuTeneil. VckmodeHne,
OIIATH K€, COCTABIIAIOT CTy4ay I0BeHMIbHOM BI.

Ilocne moctaHoBKM TOYHOrO AmarHo3a u 3asepiieHus [JHK-pguarso-
CTUKM B KOHCYNIBTUPYEMOJ CeMbe, OTATOIWEHHOM 1o BI, pa60Ta C CEMbEN He
3aKaHuMBaeTCA. TeCTUpyeMBIM MIjaM BBIAETCA MOAPOOHOE MICbMEHHOE 3a-
K/To4eHue. Mbl IIOCTOSIHHO TOTOBBI pelllaTh BMECTe C WIEHAMI CeMbM JII0Oble
BOIIPOCHI, Kacalollyecsi JaHHOTO TsDKENIOro 3abojieBaHMs, OKa3blBaTh BCsUe-
CKYIO MOAIIEP>KKY ¥ OMOLIIb.

Takum o6pasom, mpu nposepsenun MI'K Mbl mpupep>xmBaemcs He-
CKOJIBKVIX K/TIOYEBBIX NIPMHIINIIOB, TAKMX KaK:
- H0O6POBOIBHOCTD;
- KOHQUIeHIIMATTBHOCTB;
- NHQOPMMPOBAHHOE COTTIACHE;
- IPUOPUTET MHTEPECOB KOHCYIBTUPYEMOrO JIMLA U COOMIOfeHNEe B IIOTHOM
00BéMe ero mpas;
- IOCTOSIHHAs IICUXOJIOTMYecKas, IpaBoBas M MeNVIIMHCKasA IOAJep)KKa Ha
BCEX 9TaNax MeJVKO-TeHETNYECKOTO KOHCYIbTYPOBAHMA.

[TpuMeHsieMbliT HaMM HOJXOJ, SAB/IAETCS BaXKHENIINM IIArOM K pellle-
HUI0 pa3HO0Opas3HbIX mpobneM mporHoctumdeckoro JHK-tectupoBanus mpu
BI. B 6ynyiiem, 0 Mepe BHepeHNUsA B IPAKTHUKY 9P PeKTUBHBIX METOOB /leye-
HUA 9Toro 3aboneBanus, npuHuuel MI'K, HecoMHeHHO, 6YAYT MOABEPraTbcs
4acTUYHOMY IlepecMoTpy. B vacTHOCTH, mporHocTnyeckoe JHK-recTuposanme
OypeT HOCUTD 60JIee HACTOATENBHBIN 1 IMIIEPATUBHBIN XapaKTep, IOCKOMb-
Ky MaKCYMAa/JIbHO paHHee BBbIABJIEHME aCHMIITOMHBIX HOCUTEJIENl MYTaHTHOTO
reHa CTaHeT K/II0YeBbIM (aKTOPOM /IS Hauasma MpOQUIAKTUIECKOTO JIeYeHs
¥ IpeOTBpalleHNs pasBUTUA 60/Ie3HN B OyyIeM.
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Jleuenue 6one3nu lenmunzmona

Ha nporsxenun MHorux gecstwietuit bI' cunranach ¢aTanbHbIM 1
HemsjedrMbIM 3aboneBaHueM. Kak oTMe4anoch Bbllle B MICTOPUYECKOM 00-
30pe, B CTAPMHY IPUMEHSANINCh Pa3IuHble METOMbI BO3/E/ICTBI Ha 60JIe3HDb
¥y 6OZIPHOTO — OT «M3THaHMs 6ecoB» HO PUTYAIbHBIX IULICOK. Iloce ommca-
H1s 3a60meBanys B XIX B. Takoke MPYMEHSINCH Pas3fyHble METOMIbI IeUeHNs,
BKJIIOYAsl CPEeACTBA TPAAMIMOHHOI HAPOJHON MEAMIVHBI, II0f9ac BeCbMa 9K-
30THYeCKye ¥ Hebe30IacHble /I NaLeHTa, HO BCe OHMU ObUIN Hea(HeKTVBHBI.

[TaneHTBI ¥ YWIEHBI ¥IX CeMeil 4aCTO MHTEPeCYIOTCS B OTHOLICHUM 3-
(eKTUBHOCTM TeX WIM MHBIX CPEACTB JIeUeHMs, BKII0Yasi METOAbI HapOHOI
MeANIVHBI, PUTOTEpanNIo, pasIN4Hble METO/bI BOCTOYHON MEeVIIVHBI, TOMe-
omaruu u T.5. O6/agast COBpeMEHHbIMY 3HAHUAMYU O T€HeTUYeCKON NPUpoJe
3ab0/1eBaHNsA Y MEXaHU3MaX €ro PasBUTH, Mbl MOXKeM KOHCTaTMpPOBATb Hed-
(b dexTMBHOCTD NOAAB/IAIOIETO OOBIINHCTBA TOJOOHBIX METOOB Te4eHMs. B
HEKOTOPBIX CTy4asiX MOXeT OBITh JOCTUTHYT BPEeMEHHBIN 00IeyKpeIlIsIomnit
3¢ deKT, KOTOPBIT MOXKeT OBITh CBSI3aH € 9P (HeKTOM CaMOBHYLIEHNS U CyOBeK-
TYBHOJ YBEPEHHOCTH B IIPMMEHAEMOM METOJIe, OJHAKO IIPU 3TOM, 6€3yCITOBHO,
He OKa3bIBAaeTCs HMKAKOTO BO3JENICTBMA Ha IOC/IEACTBUA MyTaluu B reHe bI
Ha 4-11 XpOMOCOMe.

K coxaneHnio, Hepeiko MAIMEHTHl ¥ MX POJICTBEHHUKY YBJIEKAIOTCSA

HO70OHBIMY METOIaMMI JIEYEHN U YITYCKAIOT BpeMs, KOIjja MO>KHO Ooree a¢-
(eKTUBHO CKOPPEKTHPOBATh MMeoIyecss CUMITOMBI BI.
XoTuM emé pas MoguepKHYTh, YTO B HACTOsALIEe BpeMs CPefICTB IIOTHOTO U3JIe-
JyeHs 3a0071eBaHNA He cyllecTByeT. [IprMeHseMble COBpeMeHHbBIe IIpenapaTsl
HaIlpaBJIeHBbI, B IIEPBYIO OYepelb, Ha 06jIerdeHye COCTOSHISA OONbHBIX, YMEHb-
IIeH)e HaCWIbCTBEHHBIX [BVDKEHMUIT, II0 BO3SMOXKHOCTY CMATYEHME IICUXIYe-
CKVX ¥ MHTE/UIeKTYya/IbHBIX HapyuleHuit. [Ipy aToM mpyuMeHseMoe KOMITIEKC-
Hoe (MefVIKaMeHTO3HOe U HeMelIKaMeHTO3Hoe) /iedeHue b mosBonser B psage
cllyyaeB IPUTOPMO3UTDb Pa3BUTHE 3a00/IeBaHMs U YAYYLINTh KaueCTBO
JKVI3HU IALIVIEHTOB.

Cnenmamucramun @I'BHY «Hay4nbplil LleHTp HeBponormm» Io
IOBUIATE/IbHBIM PACCTPONICTBAM, HAC/IECTBEHHBIM U Jer€eHepaTVBHbBIM
3a00/1eBaHUsIM HEPBHOI CUCTEMBI IIPUMEHSIOTCS 0011[eMIPOBbIE TIOfIXO0-
Ibl K medenuio bI.

I/ yMeHbIlIeH) A HaBA3YMBbIX TUIIEPKIHE30B, Yallle BCEro, IIPu-
MEHATCA IpenapaTbl U3 TPYIIIbI ATUINYHBIX VI TUIINYHBIX HEPOIeNTH-

KOB (O/IaH3aNMH, apUINIIPA30J, CYyIbIIUPUT, THATIPUS, Tanonepunon). [lpuém
21



HOfI0OHBIX IPEIapaToOB CIIOCOOEH CYLeCTBEHHO YMEHBIINTD XOpendecKue Ti-
IIepKMHEe3bl y TALMeHTOB U YIY4IIUTb KX CaMOYyBCTBMe. JpyruM Ipenaparom,
CTABILUM JOCTYIIHBIM B Hallell cTpaHe [Jid KOppeKuuu xopeu npu Bl Apma-
eTcst TeTpabeHasnH. Heo6X0o1MMO OTMETIUTD, YTO 3TH IperapaTsl MMEIT CBOU
II0Ka3aHMA M MPOTUBOIOKA3aHMA U JJOJDKHBI Ha3HAYaTbCs TOIBKO MEUIIVH-
CKUM CHELNATUCTOM.

L71s1 tedeHNs HapYLIEHMII CHA U Jelpeccuy IPUMEeHITCA COBpeMeH-
Hble 3¢ (peKTUBHBIE CHOTBOPHBIE TIperaparsl 1 aHTHAenpeccaHTbl. Koppexiys
IICUXWYeCKUX PACCTPOIICTB MPOBOAMUTCSA MIPY YYACTUM CHELNATMCTOB-IICHXNA-
TPOB IIyTEéM Ha3HAuYeHMsI COOTBETCTBYIOLIVMX COBPEMEHHBIX IIPeapaToB.
Koppexust KOTHUTMBHBIX HapyLIEHUIT MOXKeT IIPOBOAUTDHCS KaK Ha3HAYeHNEM
JIeKapCTBEHHBIX IIPeIaparoB (HaIpuMep, MEeMAaHTVH, pUBACTUTMIH U PAJ, APY-
I'MX), TaK ¥ CUCTeMaTUYeCKUMU 3aHATUAMHI 110 TPEHMPOBKE ITaMATU Y MBILIJIe-
HUSL.

Kpowme sroro, npu BI' ro/1e3HbI MeTOABI 001 YKPEIUIAIOIIEro TeYeHN:
KypopTo- M OanbHeoTepamyus, (U3MOTepaleBTUYECKIe METOAbI JIeYeHNs, B
psifie clly4aeB — IICUXOTEPAINsL.

Be3ycnoBHO, 6/1arOTBOPHOE BO3ME/ICTBME Ha TedeHue 3aboeBaHUsA
OKaspIBaeT OaronpusATHasA aTMocdepa B ceMbe, OTCYTCTBIE CTPECCOB U IICUXO-
9MOLMIOHA/IbHBIX IIeperpy30K. PoCcTBEHHMKY TaLIMEeHTOB NO/KHBI OCO3HABATD,
YTO BO MHOTOM OT VX ITOMOIIM 3aBUCUT Ka4eCTBO XXM3HM UX OU3KUX, CTpajia-
JOLIVIM STUM THXKENBIM 3a00/1eBaHMEM.

CrefyeT ymenATb BHUMaHMe M NuTaHuio. [Iumia Ho/mKHA ObITh, IO
BO3MOXXHOCTH, pa3HOOOPA3HOIL: MsACO, pbl6a, MOJIOUHBIE IPOAYKTHI, OBOIIN,
¢bpykrhl. JKematenbHO He YB/IEKAaTbCS KapEeHbIMI IIPOAYKTAaMM — JIy4llle BCETO
3aIeKarh VIM TOTOBUTD HA MMapy (/I MaKCMMA/IbHOTO COXPaHEHN IMUTaTe/Nb-
HBIX BellecTB). [InTaHMe JODKHO ObITh TPEXPa3oBbIM, IIPH JIy4Ille JaBaTh I1a-
LMeHTaM MNITY B OIHO U TO ke BpeMs. Ilpu mnmuTenbHOM IporpeccupyoleM
TedeHMM 3ab60/IeBaHNs, B CIy4ae, eC/IM y MalJMeHTa Pa3BUBAIOTCA HAPYLICHNs
[JIOTaHUsI, HeOOXOAUMO 00ecrednTh KOpMIEHVe U3MeTIbYEHHON MM SKUTKON
et (MHOTrHa U Yyepes 30H[,).

[TaneHTaM HeoOXOfuMa TaK)XXe perylsApHas [O3UMpOBaHHAs (U3N-
JecKas Harpyska B BUfie JIETKUX (U3MYECKUX YIpPaKHEeHull (Hampumep, TUIIA
KOMIUIEKCOB YTpeHHell IMMHAcTuKu). OIHAKO >KeaTeNnbHO VMCKIIOYNTD TH-
XKEBIIT PU3NIeCKNIT TPYJ Ha IPOU3BOACTBE 1 IOMA, OCOOEHHO, TsKEbIe ad-
Hble paboThl. B mpuHIuIe, paboTa NMalMeHTOB 10 HOMY IIPUBETCTBYETCS, HO
OHa He JJO/DKHA OBbITh M3MaTbIBaowieil. O4eHb I0JIe3HBI IPOTY/IKM Ha CBEeXeM
BO3[yXe, B TOM 4JC/I€ B JIECOIIAPKOBOII 30He.

HecoMHeHHO, 4TO HOBejlllne JOCTVDKEHVS MOJIEKY/LIPHON 610Iornn

Y MeJVLIMHBI CHOCOOCTBYIOT NMOUCKY 9 (PEKTUBHBIX CPEACTB JIeYeHMs TsDKe-
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JIBIX HaCJIeiCTBEHHBIX 3a00/eBaHmil. B HacTosIIee BpeMs Mbl SB/IAEMCS CBHU-
IeTe/IMM YHUKA/IbHBIX COOBITII B HAYYHOM MIpe: HaOJI0flaeTCsl CBOEro pojia
BCIJIECK Pa3BUTVA VMHHOBALMOHHBIX IIOAXONOB K JIEYEHNIO HAC/IECTBEHHBIX
3aboneBaHuii, B ToM uucie u bl B koHTekcTe 3Toro 3ab601eBaHmus BaXXHO OTMe-
TUTD, YTO B JOK/IMHIYECKVX MCCIEOBAHMAX OblTa TOKa3aHa epCIeKTUBHOCTD
Ja/IbHelIIell pa3pabOTKM TaKMX C/IOXKHBIX TepalleBTUYECKMX IIOIXONOB, KaK
npumeHenre PHK-uHTepdepeHINM U aHTMCMBICIOBBIX OMUTOHYK/ICOTHIOB,
KOTOpbIE ITO3BOJIAIOT «BBIK/IIOYATb» MYTaHTHBIN IeH U3 pabOThI U, TEM CaMbIM,
HOfIaB/IATh 0Opa3oBaHMe MYTAaHTHOIO TeHTUMHITUMHA. [IpyMedarenbHO, YTO B
KoHIe 2015 I. Ha4as10Ch IIepBOE B CBOEM POJie KIMHNYECKOE VICCIENOBaHME 10
VI3Y4eHUI0 0e30IIaCHOCTY M IIePEeHOCHMMOCTH IPYMEHEHMs aHTMCMBIC/IOBBIX
ONIMTOHYK/ICOTUJIOB /1A TOPMOXXeHUA nporpeccupoBanusa BI' y denmoseka. B
HEM y4JacTByeT 4yTb 6oree 30 uenosek u3 Kanappl, [epmanuy u Bennkobpura-
Hun. [Ipenapar 6yaeT BBOAUTHCSA C HOMOLIBIO JIIOMOA/TBbHON MyHKIVN YeThIpe
pasa B TeueHme TPEX MeCALEB, IIOC/IE YETro IOC/IERYeT YeTHIPEXMECAYHBIN ITEPU-
of HabmofeHNs. DTN pa3pabOTKMU BCENAIOT YBEPEHHOCTD B MOSABJIEHME B IIep-
criekTBe 3(pPEeKTUBHBIX MpernapaToB, CIOCOOHBIX 3a0IOKMPOBATh pa3BUTHE
3a00/IeBaHMsI Ha CAMBIX PaHHUX €r0 CTAiVAX 3a0/IT0 [0 IHOSB/ICHUA NePBBIX
KIMHNYecKnx cuMmntoMoB B, uto obecreuut Hocutensm reHa bl 3[JOPOBYIO
VI HIOJIHOLIEHHYIO XKI3Hb, a y)Ke 3a00JIeBIINM /TIOIAM IIO3BOIUT CYLECTBEHHO
YAY4IIATD UX COCTOSHME.

Mexcoynapoonas accoyuauus 6one3nu lenmunemona u
Ob6uecmeo nomouiu navuenmam ¢ 6onesnvro Ilapxuncona,
6one3nvio Ienmunemona
U Opy2umu UHE8ATUOUSUPYIOUUMU PACCPOTicimeamu 08UNceHUTL
8 Poccuu

MexpyHapopHas accouyanys 6onesuu lentunrrona (International
Huntington Association — IHA), 6b11a ocHOBaHa B 1977 1. B Heé Bomwn, HapAnpy
C HEBPOJ/IOT'aMU, TeHETHKAMU, IICIXO/IOTaMy U CIIELVaINCTaMMI 110 9THKE, 60/Ib-
Hble 1 WIEHBI UX ceMeil. Accolmansi IpefcTapysieT co6oit HempodecCroHab-
HOoe oObefVHeHre JOOPOBOIBHBIX HALMOHATBHBIX 00IIeCTB HOMOIM CEMbSIM
¢ BI' u3 6ornee, uem 30 crpan mupa (B Tom uncrie u u3 Poccun). B Hacrosigee
BpeMs IHA sBiseTcsa BecbMa BAMATENIbHON OpraHu3alyiell CO 3HAYNTEIbHbI-
MM (VHAHCOBBIMU BO3MOXKHOCTSAMU, 00eCIIeuyBaIoLIell MOANEP>KKY BajkHeil-
IIVX HAYYHBIX MCC/IETOBAHNUII II0 JaHHOMY 3a00/IeBaHUIO, @ TAKXKe IIPOBefieHIe
MEX/YHapOJHbIX CEMUHAPOB U HAy4YHBIX (POPYMOB, MOCBSAIEHHBIX IIpobIeMe

BI. Ilop eé momeunTenbCTBOM OPTaHU3YIOTCA M IMPOBOJATCA BCEBO3MOXKHBIE
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CBe3[Ibl U KOHIPecChl Bpayei, manueHToB ¢ bl 1 4ieHOB MX ceMelt, a TaKxe
CIIOPTYUBHBIE, KYIbTYPHO-MAaCCOBblE MEpPOIPUATHS, BO BpeMs KOTOPBIX Lia-
pUT HoOpo>KenaTeNbHAsA M HENPUHYKAEHHas aTMocdepa. Bce femaercs mis
TOTO, YTOOBI YKPEIUTh B JIIOAAX BEPy B BO3MOXKHOCTb IIPOTUBOCTOATD TSDKe-
JIOMY HERyTy U BCSYECKU OOJIErdMTh UX CyIleCTBOBaHMe. Takke OKa3bIBaeTCs
[IOMOIIIb B OPraHM3aluy HOFOOHBIX MEPOIPUATUII HA HAL[MOHAIBHOM U pe-
TUMOHAJIBHOM YpOBHAX. Bes Heobxopaumas mHpopmanusa B 60mbiioM o6béMe
IOCTYIIHA B VIHTepHeTe Ha COOTBETCTBYIONNX BeO-caiiTax (www.huntington-
assoc.com, hdfoundation.org u ap.). CymectByer Taroke EBpomnerickas Acco-
myanus 6onesun lentunrrona (EHA — eurohuntington.org), npecnenyromas
Te e nemn, yro u IHA, u Monopéxnas opranusanus 6one3uy [eHTMHITOHA
(HDYO — hdyo.org), o6benmHsIomas MOIOAEXD, CBA3aHHYIO 00I1elt mpobie-
Moit — 60pwboit ¢ BI.

B 1995 r. Ha 6ase HeliporeHeTnuyeckoro otnenenus ['Y HV nespono-
ruu PAMH (upine — O®TBHY «Hay4Hblit 1IeHTp HeBpoorum») 6b1a co3fgaHa
Poccmiickas acconyanysi 60mesHy [eHTUHITOHA, MHTEIPUPOBAHHASA B CTPYK-
Typy IHA n EHA n saBnsomascsa yactpio OOljecTBa MOMOLIY MAalMeHTaM C
6onesnpio ITapkiHCcoHa, 60Ie3HBI0 [eHTUHITOHA U APYTUMMM MHBAIUAU3UPY-
IOLIMMY PacCTPOVICTBaMM ABVDKeHWIT B Poccuu. B ormmume ot 3apy6exxHbIX
aHaJIOTMYHBIX OpPraHM3AUMIA, poccuiicKas Acconyanysi OCHOBaHa MeRMLIMH-
CKMMIU CITelManucTamu (HeifporeHeTUKaMm) U paboTaeT B TECHOI CBSI3U C 5-M
HeBPO/IOTMYecKuM (HeliporeHeTndeckuMm) orpenenneM u JHK-mab6oparopueit
OI'BHY «Hayunblit nenTp HeBpomornn» (r. Mocksa). Kak ormedanocs Bbie,
Ha OCHOBAHNM IIOJTyYeHHOTO OIbITa paboThl Accolyalyeil oTpaboTaHbl c06-
CTBEHHbIE 3TMYECKVe M OpraHU3alMOHHble IpUHLMIBI npoBefeHuss MIK B
OTATOIIEHHBIX CEMbSIX.

[t paspabOTKM TMEPCHEKTUBHBIX TepareBTUYECKMX METORUK He-
00X0AMM 3Tall KIMHUYECKUX VCCIE[OBAaHMII, ITOApPa3yMeBaloIil M3ydeHue
IpUMEeHEHMsI TOTO WIM MHOTO JIedeOHOro IOAXOAa Y YenoBeka. ITo Tpebyert
BKJIIOYEHNE B K/IMHIYECKIEe VMCCIeOBAaHNA HAJIeXKAIero KOMM4ecTBa yJacT-
HMKOB-HOCHUTeNeN MyTanym Bl a Takke Halmn4dye JOCTaTOYHOTO YMC/IA MCCTIe-
JioBaTeJIel, XOPOIIO 3HAKOMBIX C 9TUM HEPOCThIM 3abo/ieBanueM. bonee Toro,
HanboIee PalMOHAIbHBIM SIB/ISIETCSI BKIIOUEHE B MCC/IENOBAHIS MTAIIVIEHTOB C
BI' u3 momy/nsAnmil pasnMyHbIX cTpaH. Bee 310 TpebyeT co3panus r1o6aabHO
MeXYHApOJHOI MCCIeOBATe/IbCKON IIAaTGOpMbI It Hanbosee IIybOKOro
usydeHus aroro 3aboneBanus. Takoit miargopmoit ctama EBpomnerickas acco-
myanus o usydenuto BI' (European Huntington’s Disease Network — EHDN;
www.euro-hd.net/html/network/locations/russia/moscow). 9ta opranmsarus
Oputa cosmana B 2003 . py MOAKEP)KKe YaCTHOTO HeKoMMepdeckoro ¢oHpga

CHDI Foundation, Inc. 3a 10 1eT 13 rpyIIIbsl B HECKOIBKO Ye/I0BEK OHA BBIPOC/IA
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JI0 KPYIIHEJIIIEro B CBOEM pOJie UCCIIE0BATENbCKOIO 00 beHEH S, BK/II0YAI0-
I[ero B ce6s eCsATKM MCCIeoBaTeNbCKIX LIeHTpoB B EBporte, B ToM uncie Poc-
cuiickyio @epepanmio. [Tox Hauanom EHDN 651710 peannsoBaHO U IPOBOJUTCS
B HAcToslllee BpeMs HEeCKOIbKO KPYIHBIX IIPOEKTOB, JBa M3 KOTOPBIX MMEIOT
HepPBOCTEIIeHHOE 3HAUeHe [JIS M3Y4YeHNs eCTeCTBEHHOro TedyeHus BI: Habmo-
matenpHoe uccnenoBanre REGISTRY u ero o6HoBnéHHDI poToKon — Enroll-
HD. Takoit oxBar momynsauumu Hocuteneii myTtauuu BI' mopakaer. B pamkax
REGISTRY y>xe BkroueHo 6osee 13 000 yaacTHMKOB UCC/IETOBAHNA, U 9TO, O€3-
YCIOBHO, He npefen. Hama cTpaHa NpucoefMHNIACH K 9TOMY MICCIEIOBAaHNIO B
2010 r. JesarenpHOocTs EHDN B Poccun xoopauuupyioT K.M.H. CelnBépcToB
I0.A. n x.m.H. FOguna E.H. IlepBblit MccIefoBaTeIbCKUil EHTP OBUI OTKPBIT
B I. Mockse Ha 6aze PI'BHY «HayuHblil LileHTp HeBpomorum». B Hacrosinee
BpeMs ero pabory nopaep>xusator npod. Vimmapuomkun C.H., Begymuit Ha-
YYHBI COTPYAHUK, K.M.H. Kifomrankos C.A., k.M.H. CenmnsépctoB [0.A., K.M.H.
IOnuna E.H. BriocnencTBum 6bUIM OTKPBITBL ZOIOTTHUTEIbHbIE LIEHTPEL B Ybe
(pyxoBoputens — mpod. Marxanos PB.), Kasanu (pykoBogurens — mpod.
3ananosa 3.A.), Hwkuem Hosropope (pykoBopurens — K.M.H. KonnmnHckas
C.B.) n Boponesxe (pykoBopurens — Kyp6aros C.A.). Heo6xoa1mMo 0TMeTUTD,
uyro EHDN siB/sieTcs He TONBKO IIaTGOPMOIL /ISt HAYYHOI AeATeNbHOCTU. DTO
00beyIHeHNe aKTVBHO B3aMOJEIICTBYET C O0IeCTBEHHBIMI OpraHU3alMAMI
MAIMeHTOB, YYaCTBYeT B IPOBeJeHNN BCTped ManyueHTos ¢ bI' 1 4eHoB ux ce-
Mell ¢ MeAMIMHCKUMM CIIeiMaaiCcTaMu. be3ycoBHO, 3TO ClocoOCTByeT pac-
IpocTpaHeHuIo nHpopManuu o BI, BHeIpeHUI0 KaueCTBEHHON MeAULIMHCKOI
nomo1y 60m1bHbIM. Psap cemeit u3 Poccuu Tak xe mpuHMMay y4acTue B pabore
wreHapHbIX BcTped EHDN B Crokronbme (2012 r.) u bapcenone (2014 r.). ba-
rofaps gymrenbHoMy coTpygHndectsy EHDN ¢ poccuiickumn ncciefoBaTenb-
CKMMU LileHTpamy, B 2014 1. Poccuu 6b1710 IIpeIoKeHo y9acTBOBATb Y KPYIIHOM
MEeXYHapOJHOM KIMHIYECKOM MccenoBanuy Bropoit ¢asel PRIDE-HD no
MIpUMMEHEHNIO IPUAONNVHA Yy MauneHToB ¢ BI. ViccremoBanme crapToBano B
Mockse, Huxunem Hosropoze u Kazanu 1 k HacTos1eMy BpeMeH! NIePeXOfUT
B OTKpBITYIO Ppasy — Open-PRIDE.

O611iecTBO oMo TalueHTaM ¢ 607e3ubio [TapknHCcoHa, 60/1E3HBIO
[eHTMHITOHA ¥ APYIMMM MHBATIMIU3UPYIOLIVIMY PACCTPOICTBAMM [IBVKEHMIA
B Poccuu cuntaet CBOeII 1{e/Ibi0 BCECTOPOHHIOI MH(OPMAIIIOHHO-00pa3o-
BaTeIbHYIO MOAJeP>KKY IALIMEHTOB U X CeMelt, 4eMy 1M CTY)KUT HaCTOAIIAs
6pourtopa. JKenaromiye y3HaTh 60Jblile O IPOBOAUMBIX B HACTOsIIEe BpeMs
uccnenoBanuax 1o BT (B ToM 4ucie, 0 HabMOHaTeIbHOM UCCIENOBAHUY
REGISTRY) moryT o6paTtuThbCs K CHELMaNNCTaM 5-T0 HEBPOJIOTMYECKOTO
otpenennsa PI'BHY «Hay4dnblit eHTp HEBPOIOTUM» MM MOCETUTDH CTPAaHULLY

www.euro-hd.net/html/network/locations/russia/moscow.
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AHO MeXayHapOogHblii IeHTpP TOMOIIY Malj/ieHTaM
¢ opdaHHBIMM 3a00/IeBaHUAMUI
«Pegkue JIrogm»
Poccns, 121471 1. MockBa , Moskarickoe 11occe, moM 29, mom VI
Ten: 8-495-151-81-69, 8-800-775-41-47



