Mz pK KnuHcungpkep (ciesa)
" 1 ero maagluas cectpa Pygb
* (cnpaea; umeHa usmeHeHbl)
.fr POAUAUCH C OAHOM U TOW Ke
reHeTM4ECKOM NaTo/I0rnen.
¥ Mapka 60se3Hb guarHo-
CTUpPOBa/M, Korsaa emy 6b110
- YerTbipe roga u HeobpaTtimble
| HapyleHus B FO/I0BHOM MO3re
7 yxe npowusowau. C Tex nop no-
¢ ABM/1ACk MU/IOTHAA NPOrpaMma
CKPUHWHIa HOBOPOXK A EHHBIX,

"
i .\

paHO HaYaToe /leueHue cnac-
/10 OT 60/1€3HU MHOTUX AeTel
C TAKUM e reHeTu4eCKMm
AederTOMm, BK',‘jﬁoHaﬂ Pydb.




Photographs by Grant Delin
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JIFO4EM

Bpauu neTcroii 00abHUIBI, KOTOPYIO
MOCTPOWIIN U COjiepARaT aMuIm
U MEHHOHUTHI, Y3Ke CerojiHsa
PeIOTBPAIIAIOT cephe3Hble 3a001eBaHnA,
UCIIOJIb3YA BBICOKOTEXHOJOTMYHbIE
TOCTU:KEHNS B TCHETHRE

KeBuH CTpocc

B Hosa0pe 2002 r. JIuBait u OdmMMa KUHCHUHKEpPHI, BJajelb-
bl He6onbIon depMbl Ha 1ore [leHCUIbBaHNUU, OTIIPABUJINUCH
Ha TAaKCH CO CBOMM CTapIINM ChlHOM MapkoMm B KimMHURY 1uida
JIeTeN Cc 0COOEHHOCTAMM pa3BUTUA, Haxoadalnyocsa B 330 KM
ot HuXx B CtpacOepre, mrat IleHcunbBanusa. C paHHEro AeT-
cTBa Mapk 6bLI 00JIE3BHEHHBIM, COITUAJIBHO HeaJallTUPyeMbIM
pebenkoMm. Ero Barnana 6ecrenbHO NEPEXOAWJI C IIPEAMETA
Ha nnpeaMeT. OH Bce BpeMd JIedKaJl Ha II0JIy, coBepIIas 6ecrops-
JIOYHBbIE IBUKEHN A, HE pearupoBaJ Ha 3ByKU. Bpems oT Bpeme-
HU, HEIIPOM3BOJIbHO II0IEPrUBasACh, MAJIbYUK U3[aBaJjl TOPTAH-
HBbIE€ CTOHBI. B Bonmpoce, KOTOpPBIN 3a/1a/I1 MHE poauTeau Map-
Ka U KOTOPBIN A KaK JeTCKUU Bpay CJIbIIAaJI 6€CCUeTHOE YHCJIO
pas, CKBO3WJIO OTYaAHUE:

«4TO MOKHO CAEJIaTh AJIS CIIaCEHUA HAIllero pedGeHka?»
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KesuH Ctpocc (Kevin A. Strauss) no/sy4u/ cTeneHb MarncTpa B FapBap4ckoi
Me/AMULMHCKOWM LUKO/1e, CeroAHA — I/1aBHbIM Bpay KAMHWKK AAA geTel c ocobeH-
HoCTAMM pa3BuTHA B CTpacbepre, wrat [leHcU/bBaHUA.

Hama kJMHMKaA cTajla BTOPBIM JOMOM JUIA TAKHUX Jie-
Tel, kak Mapk. (14 cobaroaeHns KoHpUAeHIIUaIb-
HOCTH UMEHAa BCEX JeTel, poguTeeld U APYyTUux die-
HOB ceMel, yIIOMUHAEMBIX B cTaThe, U3MeHeHHBIl.) OHa
ToMeniaeTcs B COIUAHOM CTPOEHUH U3 6pyca, Bo3Be-
JEHHOM pyKaMH aMUIIEell 1 MEHHOHUTOB M OCHAIIEH-
HOM COBPEMEHHBIM O0OpyJOBaHUEM, BKJIOYAA Lie-
JIBIY apceHaJs BBICOKOTEXHOJIOIMYHBIX YCTPOUCTB A1
cekBeHupoBaHua JJHK. MbI 06ciIy:KUBaeM KOMMYHBI
TaK Ha3bIBAEMbIX CKDOMHUKOB (MU «CKPOMHBIX JIIO-
Jei»), IOTOMKOB YJIEHOB IIPOTECTAHTCKOM aHabal-
TUCTCKOHN IIePKBU, KOTOpBIE Iepeceanyanch B HoBbIM
Cset B XVIII-XIX BB., cnacasgch OT TOHEHUU CO CTOPO-
HBI opuaIbHON IepKBU. CeroHA «CKPOMHBIE JIIO/I1»
JKUBYT HeOOJBIIMMU HM30JIUPOBAHHBIMU OOLIWHAMU
B pa3HbIX YacTax CeBepHOUM AMEPUKHU U CTaparoTcd
He I10JIb30BaThCA 61araMy IUBUIN3AINH. DIeKTpUye-
CTBO U TeJIe(DOH B :KUJIBIX JOMaX 3allPENIeHbl, IOKPOU
o€ bl, KAK M MaHEpPhI II0BEJEHUA, OAUYEPKUBAIOT
MIPUHAJJIEKHOCTB K OIIPEJIeIEHHOMY COOOIIECTBY, pas-
HOTO0 BH/Ia CTPAXOBKHU OTBEPraroTCs, TEXHOJIOTUH, Pa3-
MBIBAIOIIYE COLIMAIbHbIE B3AUMOCBA3U, UCKIIOYEHBI.

CKPOMHHUKU KHUBYT B OTPBIBE OT COBPEMEHHO-
ro MHpa, HO KaXKJIOMY POAUTENI0 3HAKOMO YYBCTBO
cTpaxa 3a KU3Hb CBOero 6oyibHOro pebeHka. «ByaeT
JU MOSI AO0Yb XOAUTB?», «MosKeTe JU Bbl OCTAHOBUTH
OPUNAJOK?», «9TO YTO, ayTU3M?» BOT BOIIPOCHI, KO-
TOpble NOOYANJIN Hac IIePEUTH OT COBDEMEHHOU aKa-
JleMUYecKol 6MOXMMUU U TeHETUKHU K IIOUCKaM OTBe-
TOB Ha HUX. CerogHa MbI uJieHTUUIIpoBaIn 6ojee
170 pa3nuyHBIX MyTallUN, ONOCPEAYIOIINX PA3BUTHE
TeX WU UHBIX 3a00J€BaHUM, pacnpeieIeHHBIX B I10-
MyJIANNAX «CKPOMHBIX JIIoel» cIydaiiHbIM 06pa3oM.
IIpuMepHO IIOJIOBMHA U3 3TUX MyTalUull NPUBOAAT
K HapyIIEHHIO IIpoLiecca pa3BUTUSA I'0JIOBHOI'O MO3Ta,

HbIX C HaC/1€4CTBEHHBIMW NATO/IOTMAMMU.

TUYEeCKNUMM 3a60/1€BaHMAMM.

6poCaHHbIX M0 BCEMY 3€MHOMY Lapy.

LaTb O4€Hb C/I0XKHbIE 3a4a4u.

OCHOBHBbIE NO/1I0XKEHUA

B K/UHUKa A41A geTei c ocobeHHoCcTAMM pa3BuTuA B CTpacbepre, WwWTaT eHCU/IbBaHUA, 1 Y/1eHbl OBLLUH aMuLLeit U MeHHO-
HWTOB COBMECTHBIMU YCU/IMAMM NbITAKOTCA YCTPAHUTL Pa3pbiB MEXKAY FEHETUKOM Ye/10BEKa KaK HayKoW U 1edyeHnem 60/1b-

B leHeTnyeckana VIHCI)OPMaLI'VIH, C06le38MaF| CNpUMeHEHNEM BbICOKOTEXHO/IOTUYHbIX HEAOPOTrUX METOAUK, MO3BO/IAET HE-
KOMMEpPYECKUM K/IMHUKaM ANArHOCTUPOBATb U /IEYUTb MHOIUX 60/1bHbIX C MHBAMANUSUDYOLWUMU NN d)aTa/'IbelMl/I reHe-

B OnbIT paboTbl K/AMHWKM MOMOTraeT NOBbICUTb YPOBEHb MeAULUHCKOrO 06C/yKMBaHWUA M30/IMPOBAHHBIX MOMY/AALMMI, pas-

B OfHO M3 HegaBHMX UCC/IeA0BaHWI, MPOBEAEHHbIX B HALLIEW K/AMHUKE, YCTAHOBU/IO KOPPEeAALMIO MeXAY cneunduyeckon
MyTauuei u GUNoAAPHLIM PacCTPOMCTBOM U MPOAEMOHCTPUPOBA/IO, KaK B PaMKaX OA4HOM He60/1bLLOW KTMHUKM MOXHO pe-

Ob ABTOPE

U B OTCYTCTBHE JICUEHUS IeTH NOTUOAIOT NN OCTAIOT-
cdA rmy00KMMU MHBAJINAAMU. BeICTpoe, OTHOCUTEIBHO
HeJloporoe, IpoBOAUMOE IIPSAMO Ha MeCcTe TeCTUPOBa-
HUe KOPeHHBIM 00pa3oM MeHsAeT cutyanuio. OHO I10-
3BOJIAET BBIABUTH CKPBITBIE YT'PO3BI 3/J0POBBIO, I10/10-
6paTh IIPUIEIbHYIO TEPAIIUI0 U BCTPETUTH 60/1€3Hb
BO BCEOPYIKHUU.

CoTpyAHNYECTBO U JPYyKECKHUE OTHOIIEHUA Jieda-
IMX Bpadel co «CKPOMHBIMU JIIOJbMM» II03BOJIAIOT I10-
JIyYUTH MPEJICTaBJICHNE O TOM, KAK '€ HOMUKA BJINA-
€T Ha IIOHUMaHUe IIPUPOAbI CIOKHBIX 3a60jeBaHUN.
B corose ¢ HEKOTOPBIMU 60JIee HJIM MeHee IIPOCBEIeH-
HBIMM CEMbAMM aMHUIIEN Mbl HEITaBHO UJEHTUPUIU-
poBaiu crnenudUYECKy0 pasHOBHUJAHOCTH I'eHa, I10-
BUJIMMOMY, CBA3aHHYIO C pa3BUTHEM OUIIOJISAPHOIO
paccTpoiicTBa (MaHHMaKaJIbHO-IEIIPECCUBHOIO IICHU-
xo3a, M/II1), koTopoe BcTpeuaeTcda y 2—-4% Kurtenaeu
3eMJI U OCTaeTCA TPYyAHOIUATHOCTHUPYyeMBbIM 3a60-
JleBaHUEM. BbIABIIeHUE KOPPEJIALINN MEXKY HATUIU-
€M KOHKPETHOro reHHoro sapuanrta u M/II1 vactuyu-
HO 3aII0JIHAET NPo6es MEeX Y TeM, YTO HaM U3BECTHO
O IPUYMHE HEBBIHOCUMBIX CTPaJlaHUM, UCHBIThIBae-
MBIX GOJIBHBIM, U IIOHUMaHUEM TOTO, Y€M MBI MOKEM
€My IIOMOYb.

LleHa »k13HM pebeHka

BepHeMcsa k ceMelicTBy KuHcuHI:kepoB. B TeueHue
HECKOJIBKUX AHEU MBI BbISIBUJIM LIEJIBbIY OyKeT aHoMa-
JUH B IIOKa3aTelAX KpoBU Mapka, CBA3aHHBIX C He-
JocTaToOYHOCThIO depMeHTa 5,10-MeTHUIEHTETpPaATrH-
npodonar-peaykrassl (MTHFR), nepBOIIpUYNHEI Ha-
TOJIOTUU. 3aBeAYIONUI Hallled jJabopaTopuu JpUK
ITaddenbeprep (Eric Puffenberger) oueHb 6b1CTpO 06-
HapyKUJI, 4TO obe ajjieau reHa, KOAUPYIOIIEero aTOT
¢depmMeHT, cofiepKaT My TallUIo.
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Illustration by Amanda Montafiez

MyTaumm, nponcxoaAlme B reHeTUHECKOM MaTepua/ie Ye/0BeKa,
MOryT HapyLaTtb paboTy opraHu13ma Ha pasHbix ypoBHAX (Ha ypoB-
He MO/IEKY/, K/NeTOK, TKaHel v opraHoB). Cpean amuLueit U MeH-
HOHUTOB HEKOTOpble reHeTUYecKMe 3a60/1eBaHNA BCTPEYaloTCA
0CO6EHHO YacTo. Kaxablii MOCTYNAOLMIA B K/AMHUKY NaLMeEHT Npo-
XOAWT NpoLeAypy UAEHTUGUKALMM UHAUBUAYA/IbHBIX FEHHBIX Ba-
puaHTOB. pU UX OGHapYKEeHUU BbIACHAIOT, €CTb /M MPUYUHHO-
C/leCTBEHHanA CBA3b MEX /Y HUMU 1 3a60/1eBaHMeMm, U Nog6upatoT

Ten KCNHy

MOHHBIV KaHan

HelipoH

OCHOBbI

Kak myranum npuBojiAT K 3a00J1eBaHUAM

MyTU CHUXKEHWUA UM YCTPaHeHUA Noc/aeACTBUIA MyTaumid. He Tak
AaBHO COTPYAHUKU KAUHUKU BMECTE C YHeHbIMU APYTUX MeAULIUH-
CKUX yUYpexdeHWi BbIABUIN FeH, MyTaLMA B KOTOPOM acCoLMMPO-
BaHa C BUMOAAPHBIM PacCTPOMCTBOM Y aMmuLLeit. Tenepb OHM MOTYT
BOCCO34aTb MN0C/e40BaTe/NbHOCTb COObITUI OT BOSHUKHOBEHUA
MyTaLuKU 40 PacCTPOMCTBA 3MOLMOHANLHON cdepbl. ITO NMO3BO-
/UT pa3obpaTbCA B 3TUO/0TMU BUMNO/NAPHBIX PacCTPOMCTB B A4pY-
rUX Nony/aauuAxX u paspaboTaTb CTpaTernn X npeAoTBpaLleHus.

HelipoHHasa ceTb

F0/10BHOM MO3r

BunonsapHoe
paccTponcTBo

N
~

FeH
/Moboii reH — 310
cneunpuyeckuin

cermeHT AHK, co-
CTOALLMI U3 NOC/es0-
BaTe/IbHOCTU HYK/1€0-
TMA0B U KOAUPYIOLL M
onpege/eHHblit
6en0K. besikn — 370
«paboune nowaaku»
K/1eTOK. MyTauuu

B UX Fr€Hax MoryT
NpUBOAUTL K U3MeHe-
HUIO0 KOHPOPMaL UK
6e/KOBOI MO/EKY/bI
uyTpaTe Uau Uc-
KaXKeHUI0 QyHKLMK.
3a 6unonApHoe
paccTpoicTBO OTBe-
YaeT MyTauuA B reHe
KCNH7.

Benok

®yHKUMA BesKa He-
paspbIBHO CBA3aHa

C ero CTpyKTypoii.
Besok, Kogupyemblit
reHom KCNH7z, npo-
HU3bIBAET KNETOUHYIO
membpaHy, obpasys
B HeW KaHa/, Mo Ko-
TOPOMY B K/eTKy Mno-
CTynarT MOHbI Ka/nA.
3ameHa Bcero ogHou
aMUHOKMUC/OThI MPY-
BOAMUT K CyLLLeCTBEH-
HOMY U3MEHeHUI0
KOHUrypaumm
6e/1KOBOW MO/IEKY bl
M HapylLeHUIo pery-
/IALMU NOTOKA MOHOB.

Knetka

Bce KneTku Hawwero
Tena cogepxaT oAmnHa-
KOBble reHbl, HO O4HU
M3 HUX IKCTIPECCUPYIOT-
A (Ha HUX cuHTe-
3upytoTtca 6enKku),

a Apyrue HeT, npuyem
npoduab 3KCnpeccun
HeoAMHAKOB /1A pas-
HbIX K/1€TOK. MOHHbIe
KaHa/bl, 0bpasyemble
6enkamu KCNH7, ume-
I0TCA BO BCEX HEMpO-
HaX r0/1I0BHOrO MoO3ra.
OT MHTEHCUBHOCTM
NOTOKa MOHOB Ka/ua
3aBMCUT NPOBOAMU-
MOCTb 3/1eKTPUYEeCKOro
CUrHana BA0/1b HEMPO-
Ha, n ecam B reHe KCNH7
BO3HMKaeT MyTauus,
HelpoH nepecTtaeTt
$yHKLUMOHUPOBATL
npaBU/IbHO.

TkaHb
TKaHb MOXeT co-

CTOATb U3 KAETOK
pasHoro tuna. Tak,
ro/I0BHOM MO3T
npe/AcTaB/aAeT Co-
6011 CN0XKHYIO ceTb
B3aMMOCBA3aHHbIX
HelpOHOB, KOTOPYIO
nogaepxuBatoT

TaK Ha3blBae-

Mbl€ r/IMa/ibHble
KAeTku. Mytauua

B reHe KCNHy, no-
BUAMMOMY, Hapylua-
eT paboTy He TO/bKO
KaKOW-TO O4HOM
HEpPBHOW K/1eTKMU,
HO M OTAEe/bHbIX
uenei HellpoHOB,
Hanpumep Tex,
KOTOpble OTBeYaloT
3a Halu 3MOLUN.

OpraH

Kaznesble KaHa bl
eCTb Y BCeX HepPBHbIX
KN1eTOoK, HO 60/1blie
BCero ux B Tex 06-
/IACTAX FO/I0BHOTO
MO3ra, KoTopble OT-
Be4YarT 3a KOTHUTUB-
Hble CnocobHOCTH

1 SMOLMOHA/bHYIO
cdepy. B onbiTax

Ha 1a60paTOPHbIX
JKMBOTHBIX MOKa-
3aHO, 4YTO MyTaLU/IFl
KCNH7 peictBUTENb-
HO BbI3bIBAET y HUX
BO36Yyx/AeHMe.

NoBegeHue
BunosnapHoe
paccTponcTBo
XapaKTepusyeTtca
Le/1bIM CMIeKTPOM
CMMMNTOMOB, Hau-
6onee cepbesHble
M3 HUX — MaHuUM,
Aenpeccum 1 Ncuxos.
[leTasbHO pa3obpas-
LUIKCb B noc/es-
CTBUAX, K KOTOPbIM
NpUBOAUT MyTaLUA
B reHe KCNH7, ot nc-
KaXeHWUA CTPYKTYpbl
KOAMPYEMOTro UM
6esKa g0 HapyLe-
HWA MO3roBOW geA-
Te/IbHOCTU, MOXHO
OyaeT HalTV HOBble
noAXoAbl K paspbiBy
LLernoYKM cobbITUA,
NpMBOAALLMX K NaTO-
noruu.

A mpocMoTpes BCIO JOCTYOHYIO JIUTEPaTypy U y3-
HaJI, 4TO NEPBBIU ciaydal HepoctarouHocTu MTHFR
6511 ortucaH 30 et Haszan Xapsu Maaaom (S. Harvey
Mudd) u ero kosuteramu. Maajs 611 HacTOAILEU Jie-
reHJI0U cpey OMOXMMHUKOB Y3KOM 00JIaCTH UCCIIEN0-
BaHUH, 3aHUMAaBIINXCS U3YYEHUEM IIPOMEKYTOUHO-
ro Metaboamuama, IENOYKU pepMEeHTATUBHBIX peakK-
U, B pe3yJabTaTe KOTOPhIX IIPOUCXOAUT U3BJIEUEHUE
dHEPruyu M3 NUTATEJIbHBIX BEIIECTB U IIpeBpallleHue
9K30Tr€HHBIX BEIIECTB B «CTPOUTEIbHBIE OJIOKM» KJIET-
ku. EMy OpHUHaAIEKUT 9YeCTh OTKPBITUA OCHOXUMUYe-
CKOT0 IIyTHU TPaHCCYJIb(PUPOBAHUA — CJIO¥KHON CeTU
npeBpalleHu He3aMeHUMOU aMUHOKUCIOTHI METHU-
OHMHA U CHaGKEeHUA METUILHBIMU rpynnamu (CH,)
pa3HooOpa3HbBIX MOJIEKYJI 110 BCEMY Tely. MeTUOHUH
HeoOX0IM /1711 pa3BUTHA I'OJIOBHOTO MO3Tra U PyTUX
OpraHOB, M METHUJIbHBIE I'PYIIIEI CYIIleCTBEHHBIM oOpa-
30M BJIMAIOT Ha TO, KAK 9TU OpraHbl QYHKIIUOHUPYIOT.
MTHFR — BaskHOE 3B€HO B IIeNIU aIpeCHOU JOCTaBKU

wWww.sci-ru.org

XUMUYECKUX BelllecTB. Mapk, y KOToporo aTu ¢gep-
MEHTBI OTCYTCTBYIOT, CTPaJaeT CEPbe3HEUIIINMU He-
BPOJIOTUYECKUMHU 3a00JIeBAaHUAMU, 00YCIOBIEHHBIMHA
Aepunurom MeTuoHnHAa 1 CH, B TOJIOBHOM MOSTE.

A no3BoHUI Majaay, KOTOPBIH B CBOU 75 JIeT GbLI IO-
4yeTHBIM IIpodeccopoM HalnmoHaJIbHOI0O HUHCTUTY-
Ta NCUXUYECKOTro 340poBbsi. OH BEJIUKOAYIIIHO CO-
IrJIacuicAd «COIPOBOAUTHL» MEHS IIO BCEMY CJIOMKHO-
My IIyTU TpaHCCYJIb()PUPOBAHUA U IPEAIIOJOKUI,
YTO MOIJIO OBl IOMOYb HAIlleMy IIOJOIIEYHOMY. ITO
6bL1 NATEHTOBAHHBIN npenapat 6eTanH B (popMe Io-
POIIIKa, KOTOPBIY CHAOAUT TOJIOBHOM MO3I' METHUOHU-
HoM 1 CH,-TpynIiaMu 9€pe3 ApyTroi MeTaboaInIeCKUA
Iy Th. JIeueHUe oboiiieTcsa Bcero B 60 IIEHTOB B CyTKH.
Crenyromye HECKOJBKO MeCHAIEB A BMeCTe C MeJu-
nuHckoM cecTpoil KpuctuHoil XenapurcoH (Christine
Hendrickson) peryyispHo coBepIia 4eThIpeX4acoBbIe
IIOEe3KU K MECTY ITPpOKUBaHUA KUHCUHI)KEPOB U He-
CKOJIBKUX JPYT'UX CeMel ¢ TAaKUMU ke IpobeMaMu.
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Mgl e3guau oT pepMbl K pepme, Tiia-
TEJIbHO OCMaTpUBas CBOUX MOJIOABIX
NarnueHToB, CTapaAch 0OHAPYKUTH I10-
ciaencTBud npuema 6eranHa. C co6oit
y Hac ObLJIM €MKOCTBb C CYXHUM JIBJIOM,
nopTaTUuBHaAA LEeHTpUdyra M UHBEP-
Tep (mpeobpasoBaTesb MNOCTOAHHOIO
TOKA B IEPEMEHHBbIN) B BUJE€ aBTOMO-
OUJIBHOI'O IPUKypHUBATEJNsd, TaK 4YTO
MBI MOIVIM LIEHTpU@yrupoBaThb U 3a-
MOpaxuBaTh OTOGpaHHBIE Y 60JIBHBIX ITPOOBI KPOBU
Ha MecTe. MBI IepenpasJIain o6pasiel Majgay, KoTo-
PBIN ¢ HOMOIIIBIO CBOMX KOJIJIET OIIEHUBAJI COlePiKaHIe
MEeTHOHWHA, 6eTanHa U MHOKECTBA IPYTUX BEIIECTB,
Y4YacTBYIOIINX B TPAHCCYJIb(pUPOBAHUU. DTO II03BO-
JISIJIO COIIOCTABJIATH 103y OeTalHa C ero TepaneBTuye-
CKHUM JeficTBHeM. B peaynbTaTe MBI COCTABUIU CXEMY
Tepalunu U ony6aukoBaru ee B 2007 1.

Yepes HeeTro 1ociie Havasia npuema 6etanHa Mapk
cJies1aJtl IepBbIe MIard U CTaJl IIPOCHINIaThCHA II0CIE 3BY-
KOBOT'O M CBETOBOI'O CUTHAJIOB. Y APYTUX NAIlUEHTOB
TOKe HaOJI0LAJ0Ch YJIYUIIeHNe — HO C HOIIPaBKOH
Ha BO3pacT, C KOTOPOTro ObLJIO HaYaTo jJedeHue. Y Map-
Ka U €0 CBEPCTHUKOB, KOTOPBIE CTAJIU II0Iy4YaTh Oe-
TauH B OTHOCUTEJIBHO IO3/ITHEM BO3pacTe, pa3BUTHUE
TOJIOBHOTO MO3ra y:iKe IpeKpaTuock. 'yctas ceTb
HEPBHBIX CBA3€M, COCTABJIAIONIAA OCHOBY HAIIIEU IICHU-
XUKHU, obpasdyeTcs ropas/io paHblIle, U €CJIU BPeMeH-
HOM IIOpOT ITpoiiJieH, 60/Ie3Hb BCTYIIaeT B CBOU IIpaBa.
Ciry4aii c MapKOM CHSJI IIPOKJIATHE CO BCEH ero o6miu-
HBI. J[0 3TOro Takue JeTH KUJIU U yMUpaau B 6€3BecT-
HOCTH, OTTOPOKEHHBbIE OT 00IIecTBa TAWHOU CBOUX
CTpaJaHUuM.

OTrpabaTeiBad JeTaJyd Tepanuy, Mbl CO3IaIHU Me-
TOJT TECTUPOBAHUA MOJIOABIX IIap aMUIIIEN HA HAJU-
qyue nederra BreHe MTHFR v npuUILIN B yiKac, 06-
HapyKuB, 4To 30% BHEIIHE 3JO0POBBIX JIOZEU, IIPO-
JKUBAIOIIUX TaM e, IAe U ceMbsad KuccuUHIKEpOB,
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MasneHbKuli MEHHOHUM C CUH-
dpomom MeHkeca («60/1€3HbIO
K/1€eH0B8020 cupona») (cs1esa),
wusywul 8 35 KM 0M KAUHUKU;
pebeHoK ¢ QUdzHO30M «2/1yma-
posas ayudypus mund 1» (cnpa-
84d); YmobBbl HAX0OUMbCA NOJ
NOCMOSHHLIM HA6/1H0OeHUEM
spadvell, cembs nepeexasd no-
6/1uUMe K KAUHUKE

cofep:KaT MyTallUI0 B OJHOM U3 aj-
JIeJIed IjeJIeBoro reHa. 9To o3HayaJlo,
YTO OAWH U3 KamkabIX 50 ux gereut Oy-
neT 6oseH. OCo3HAB BCIO BaMKHOCTH
NIpeBEeHTUBHON Tepanuu, MbI obpa-
Tunuck B2003r. k 9aBuHY Helopy
(Edwin Naylor) n3 He1aBHO CO3JTaHHOU
uM B [TuTTCcOypre 1abopaTopuu, 3aHU-
MaBIlIelca CKpUHUHTOM. Pesynbprarta-
MM HaIllero COTpyAHUYecTBa CTaju
Cco3laHUEe U BHEJpeHUe B IIPAKTHKY MeToJa obHapy-
seHuda MTHFR-MyTalnuu B BBICYLIEHHBIX IIATHAX KPO-
BU Ha GyMaskHBIX GUIbBTPax, OpoObl KOTOPOU Opanu
Yy KaKJO0ro HOBOPOMKJIEHHOI'0 111 PyTUHHOIO TecTa
Ha HaJIW4YWe pas3jIMYHbIX HACJIeJICTBEHHBIX 3aboJe-
BaHUH.

[IpuMeyaTeabHO, YTO IIEPBBIM PEGEHKOM, KOTOPOMY
ObLJ1 IIOCTABJIEH JUAarHo3 HOBBIM METOJIOM, Obljla ce-
ctpa Mapka Pyds, pogusmniascsa B ceHTAOpe 2008 .,
POBHO 4epe3 AecATh MECAIEB II0CjIe TOro, KaK POoAU-
TeJIM IIPUBE3JIU B HAIIly KIMHUKY Mapka. Pyds crana
nosydaTh 6eTanH Ha BTOPOU He/leJIe II0CIe POKACHUA
¥ HOPMaJIbHO Pa3BUBaJIaCh B TEUYEHHUE BCEX ITOCJIEAY0-
mux 12 get HabnaoaeHnit. CerogHa oHa — IIpeycreBa-
oaa CTyAeHTKa, J0Aa11asa J04b U a3apTHBINA UTPOK
B CTHUKOOJ (uepa, HanomuHarouwas beticoon. — Ilpu-
Mmeu. nep.).

B 2009r. Maajg cKeHOW BCTPETHUJIUCH CCeMbel
KuncunpgsxepoB Ha npueMme B yecThb 20-setusa Kiau-
HUKHU I JeTell ¢ oco0eHHOCTAMM pa3BUTud. [loka
Mapgn pasroBapuBaJ c poagutenaMu Pydu, Ta BcKa-
pabkasnack K HeMy Ha KojeHU. [1o3e OH ckasaj MHe,
YTO 9TO ObLJ CHACTIIMBEUIINY MOMEHT B €TI0 Hay YHOU
Kapbepe.

Mapn ymep B suBape 2014 1. B Bo3dpacTe 86 jeT. Ye-
PE€3 HECKOJIBKO HEJIe/Ib €0 BIOBA IOy YMJIa CAMOJEIb-
HYIO OTKPBITKY cO ciaoBaMu: «Jloporasa r-xxa Magn!
Ilyctp Hama jr060Bb HEM3MEHHO COIIyTCTBYET BaM.
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YYEBHbIN MPUMEP

IIpeBeHTHBHAA 9KOHOMUKA

Ycnexu B 6opbbe ¢ «60/1e3HbIo K/1eHOBO-
ro cupona» (MSUD) Harnf4HO nokasbiBa-
10T, KaKue NpenMylLLecTBa g4aeT BHepe-
HUe BUOXMMUYECKOTO U FeHETUYECKOTO
nogXoA0B B MOBCEAHEBHYIO MeAMULMH-
CKYI0 NpakTuKy. MSUD — pegKoe reHe-
Tuyeckoe 3abo/seBaHKe, BCTpeyatoLLee-
CA B pa3HbIX NOMY/ALKUAX, HO Hanbosee
pacnpocTpaHeHHOe Cpe/An MEHbLUUHCTB,
NpoXuMBatoLWMX B [leHCU/bBaHUM: 34eCh
C TaKMM fMarHO30M POXAAETCA KaxAbli
380-i1 pebeHOK. 3TO cepbe3Had nNaTo/10-
TUA; 4,0 OTKPbITUA HalLlel KAUHUKK 39%
ee )XepTB YMUPa /M B PaHHeM /leTCTBe,

a 60/IbLUIMHCTBO BbIXKMBLUMX CTpagasiu
NMCUXUYECKUMU paCCTpO[/'ICTBaMM.

Y peteit c MSUD oTcyTcTBYeT pepmeHT,
HeobX0oAUMBIN 4/1A paclyen/ieHnsa Tpex
aMUHOKUC/IOT, M UX KOHL,EHTPaLuA B Op-
raHnu3mMe goCTUraeT TOKCUYHOro A/1A TO-
/NI0OBHOTO MO3ra ypoBHA. Bce Tpu Belye-
CTBa BbIBOAATCA B HEU3MEHEHHOM BU/e
C MOYOMW, OTHero Ta npuobpeTaeT xa-
PaKTepHbIl 3anax K/eHOBOro cupona.

HoBopoXaeHHble C 3TUM CMHAPOMOM Bbl-
rNAAAT BMO/IHE 34,0POBbIMU, HO Yepes
TPU-NATb AHEN CTAaHOBATCA 6@CMOKOMHbI-
MU, @ 3aTE€M Y HUX BO3HUKAIOT HENpow3-
BO/IbHblE MbllLEeYHble cna3msbl. B oTcyT-
CTBME /Ie4eHWNA HAYMHAETCA OTEK MO3ra,
HacTynaeT KoMa — 1 pebeHOK ymunpaert.

/10 OTKPbITUA HaLLEW KAUHWUKK Takne
AeTH, KUBYLLME B CE/IbCKOM MECTHOCTH,
He Mo/y4asim afeKBaTHOrO /1Ie4eHUA: OHO
Obl/10 HECUCTEMHbIM, 4OPOIUM U Ma/1o-
3¢ deKTUBHbIM. YTOOBI MOMACTb Ha NpU-
€M K Bpayy ropo/,CcKoi K/IMHUKK, CEMbAM
NPUX0OAUNOCH MHOTAA COBEpLIATb 4/1U-
Te/IbHble noes/Ku, nopoit 6os1ee 150 KMm.
OHU 0cTaBaNCh B 60/1bHMLLE Ha HECKO/Ib-
KO Hepe/lb, U CTOWU/I0 3TO OT $50 TbIC.

A0 $100 ThIC.

HaunHana ¢ 1989 r. Hala K/AMHKKa 3a60-
TUTCA 0 80 6O/IbHBIX CO AHA UX POXKAe-
HuA. [To/10BUHE U3 HUX AMarHo3 Hbi/ No-
CTaB/IeH Ha MecTe B TeYeHMe 12-24 4acoB
noc/ie poXAeHUA, U Mbl UX BbIMUCAAN,
CHabAMB HEOBXOAUMBIMU MegUKaMeHTa-

M. OCTa/bHbIM AMarHo3 6bla1 MOCTaB/AeH
B pe3y/ibTaTe CKPUHMHra. X nposeynau
M BbINMUCA/N Yepes NATb gHel. B TeqeHne
25 1eT Mbl 4OCTUT/IN 3HAYUTE/IbHbIX ycne-
XOB B MOHUTOPUHIe U 1e4eHUU 60/IbHbIX
MSUD. /insa TeCTUPOBAHUA Mbl UCMO/b30-
Ba/IM Te e Npobbl KPOBU, MO KOTOPbLIM
npoBOAAT CTaHAAPTHbIE aHA/IN3bl; A/1A
CHMXXEHWUA YPOBHA TOKCMHOB BHY TPUBEH-
HO BBOAMW/IM NUTaTE/IbHble CMeCH, paspa-
60Tann HOBbIE AMETbl 417 ONTUMU3ALLUM
cpeabl, B KOTOPOM HaXOAUTCA FO/I0BHOWM
mo3r. baarogapa sTomy Bpems rocnuta-
/M3aLMM YMEHBLIMAOCK C 7,0 40 0,1 CYTOK
Ha naymeHTa B rog. CTOMMOCTb /Ie4eHunsn
yMeHbluMAach Ha 98%, 4TO AaBa/10 3KO-
HOMMIO 610/ )KeTa KOMMYHBI MO KpaiiHei
mepe $4,8 M/IH B rog,.

C4ynTaeTcA, 4TO BCE HOBblE TEXHO/10r UK
OY€Hb 4OPOrY, HO LieHa 3aBMCUT B 3HAYM-
Te/IbHOW CTeneHu OT TOro, Kak UMM Mo/lb-
30BaTbCA. Tak, NpeBEHTMBHAA gnarHo-
CTUKa M CBOEBPEMEHHO HavaToe /le4eHne
CYLIeCTBEHHO CHMXXAIOT 3aTpaThl.

Kaxk BbI ce6s uyBcTByeTe? Y MeHA Bce Xopormo. Cerop-
HfA y HAaC TYMaH, a MHE KayKeTCd, YTO CUAeT coyHIle.
Ky He TOMKAYCh, KOTAa MOYKHO OyZeT XOAUTH I10 IBOPY
6ocukoM. C 11060BbI0, Pydn».

KopHu reHOMHO1 Me UL UHBI
Heo6pryaiiHO BBICOKAS YacTOTA BCTPEYaEMOCTH 3a60-
JeBaHUU, o6ycnoBiaeHHBIX nedunurom MTHFR, cpe-
Y «CKPOMHBIX JIOJiei» CBA3aHa C yHUKAJIbHOCTBIO
UX COIIMAJIbHOU U KyJIBTYpPHOU ucTopuu. HeGomnbIme
rpynmel aHA6AITUCTOB, BBIKUBIITNX BO BpeMA TPaHC-
QTIIAaHTUYECKOI'0 IyTEeUIeCTBUs, COCTABJIAIMN BECh-
Ma orpaHMYeHHBIN TeHHBIN Iya. Kak 1 Bce MBI, OHH,
caMHM TOro He ITofio3peBasd, 6bLIU HOCUTEIAMHU pa3Ho-
06pa3HBIX MyTanui. B N30 1M pOBaHHBIX OMYIAIUAX
TaKWe I'eHHble BApUAHTHI IEPEJAIOTCA OT IIOKOJIEHUS
K IIOKOJIEHUIO, HUKAK ce6s He IPOoABJIAdA, IIOKa KaKOM-
HUOy1b pe6eHOK HE CTaHET HOCHUTEJIEM /ABYyX KOIIUU
AedeKTHOro reHa. 9TOT TaK Ha3bIBAE€MBbIN PELIECCUB-
HBIM THUI HaCJI€JOBAaHUA — OJUH U3 BAXKHBIX MeXxa-
HU3MOB BO3HUKHOBEHHUA FreHeTUYECKUX 3a601eBaHuM’
B U30JIMPOBAHHBIX MOMYJIANUAX, IAe 66 OHU HU Ha-
XOJIUJIUCH. J|J11 COBpEMEHHBIX aHA0aIITUCTOB IIpobJie-
Ma 3aKJI0YaeTcsd B TOM, UYTO UM HEJJOCTAeT MEJUIINH-
CKMX 3HAHUU ¥ OHU IPEJIoYnTaIoT He obpamiaTbCcs
K BpadaM.

B Hauase 1960-X I'T. HbIHE IOKOMHBIU BukTop Mak-
kblocuk (Victor McKusick), oguH 13 TMOHEPOB COBpe-
MEHHOU MeAMIIUHCKON I'€HeTUKHU, IIePBBIM OCO3HAJ
BCIO I[€HHOCTB U3y4YeHUA NPoUIA HACIEICTBEHHBIX
3a6ojieBaHUM y aMUIIed U 3aJI03KUJI OCHOBBI HOBO-
ro IOAXO0AAa K UCCJIEJOBAHUIO UX Heayros. HecmoTpa
Ha IT0I03pUTEIbHOE OTHOIIIEHUE aMUIleH K leiCTBEeH-
HOCTHU HOBBIX T€XHOJIOTUH, CKDOMHUKU JOBEPUJINCH
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MaKKBIOCUKY U €ro KOJIJIeTaM B HaJewxJe, YTO 3TO
OOMOMKeT OyAyIIMM IIOKoJeHUAM. KyJIbMUHAIIMOH-
HBIM MOMEHTOM HCCJEJOBAHUMN cTaja Iybaukanusg
B 1976 1. ctaTthbu «MeJUIIMHCKOE HCCJeJOBaHUE IreHe-
Tuku amuinei» (Medical Genetic Studies of the Amish),
B KOTOPOM U3JIaraIuCh CBEJEHUA O 18 yixe U3BECTHBIX
U 16 BriepBBI€ JUATHOCTUPOBAHHBIX '€ HETUYECKUX 3a-
60JIeBAHUAX B NONyJIANUAX amuiileii CeBepHoi Ame-
PUKU. OTU paHHUE PaGOTHI II03BOJIHUJIN Y3HATH MHOI'O
HOBOTI'O O IIPUPOJie TeHETUYEeCKUX 3abosieBaHUY y ue-
JIOBEKA, HO MaJIO B YeM IIOMOIJIM YjIeHaM o6cIeyeMo
TNOIYJIAINH.

JleT yepe3 gecAThb C MOJOABIM BpadyoM IO UMEHHU
Xoamc MopTtoH (D. Holmes Morton) npousomnia apy-
radg ucrtopusa. B 1988 r., Korga oH NPOXOAUJ CTAMKHU-
poBKy B [leTckol GonpHULle Punanenbduu B Kade-
cTBe OMOMEIUIIMHCKOI'O 'eHETHUKA, OAUH U3 KOJIJIET
HOIIPOCHUJI €T0 MCCIeA0BaTh IIPp0o0y MOYHU IIECTUJIET-
HEero MaJbuyMKa-aMuIlla 110 UMeHHU [[9HHU, Y KOTO-
poro c 14-Mecss4yHOro Bo3pacTa HabJII0JaINCh BHE-
3amHble HeOObACHUMBIE 3MHU30Abl yTPaThl JBUraA-
TeJbHBIX HaBbIKOB. MecTHbIE Bpayu CYUTAJIH, YTO
y MajJb4uKa JeTCKUU IepebpajlbHBIY IIapajud,
HO MOpPTOH, UCIIOJb3ysd MacC-CHEKTPOMETPHUIO U ra-
30BYyI0 XpoMaTorpaduio, 06HAPYKUI B Mode GOJTBHO-
ro BEIeCTBO I0JI Ha3BaHUEM 3-TUPOKCUTIYyTapoO-
Bad KHCJIOTA, YTO YKA3bIBAJIO HAa HAJIUYUE PEJKOIO
HacJeACTBEHHOI0 3a60jieBaHUA — INIyTapOBOU aIu-
aypuu tuna 1 (GAI).

MopToH HaBecTUI [IoHHM B €ro JoMe B OKpyre JlaH-
KacTep, IJie y3HaJ 0 MHOTUX JPYTUX CEMbSX, KOTOPbIE
B IIMCbMaXxX pacCKa3blBaJM APYT APYry O CBOUX Je-
TAX C TAKUMH Ke Heayramu, Kak y JsaHu. B 1991 1.
MoOPpPTOH C KoJJIeraMH COOOIIUJI B II€e4aTH O AECATHU
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Y demel, e4aujuxcs 8 KAUHUKeE, Haba0aromca pa3Hoobpas-
Hble cepbe3Hble Npobiembl co 300posbem: apummus (06a pomo
88epXxy), NOPOKU pa3suMuUs 20/108H020 M032d (8HU3Y C/1€8d), Ha-
c/1edcmaeHHbIl CUHOPOM deduyumad BHUMAHUS (8HU3Y cnpdsd)

JAUarHOCTUPOBAHHBIX ciaydyasax 3abosmeBaHusa GAI
cpeau aMuIllell — KakK pas3 CTOJIBKO SITU30/10B ObIJIO 3a-
PEruCTpUPOBAHO K TOMY BpEMEHH I10 BceMmy Mupy. OH
BBICJIyIIIUBAJI AylIepa3 i parolie pacCcKkasbl pOguTe-
JIe¥ 0 MyYEeHHUAX UX JeTeU, KOTOPBIM OHU HE MOTJIH I10-
MOYb: IIOKOJIEHUE 3a IIOKOJIEHUEM 9TH JIIOAU HabIro1a-
JIM, KaK MaJIbIIIIell HacTUTraeT TAMHCTBEHHBIN HEAYT,
aII03e MOIJIM JIMIIb CETOBAaTh Ha HEJIOCTYIIHOCTH
MEJIUIIMHCKON ITOMOIIY — II0 IPUYUHE yAAJIeHHOCTH
OOJILHUII UJIU JOPOTOBU3HBI JiedeHuA. Bece 9TO HaBe-
Jio MopTOHAa U ero :xkeny KaposaliH Ha MBIC/Ib O CTPOU-
TEJIbCTBE MECTHON KJIMHUKU — CBOETO PoJia JJTHEBHOT'O
cTaloHapa, Iie He UMeIoIe CTPaXx0BKHU «CKPOMHBIE
JIIO» MOTJI GbI OCTABJSATH CBOMX MaJIbIIIEH IJIs I10-
CTOSAHHOT'O HAOJIOAEHUA U JJeYeHUs.

Tak HavaJICA SKCIIEPUMEHT I10 OKa3aHUIO MEeUINH-
CKOUM IOMOIIIY, KOPEHHBIM 06pa3oM OTIMYaloIencs
ot npuHAToN B CIIIA cuctembl. Ero yHUKaJIbHOCTD
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cocTofANa BIIOCTOAHHOM OOIIEHUU MEMJy BpadoM
U POAUTENAMHU, KOTOpBIe He MOHACIBIIIKe 3HaHU
0 TOM, YUTO TaKoe reHeTHdecKoe 3aboneBaHue. OnuH
W3 aMUIIlel, y KoToporo 6putu aABa 6para, 60JIbHBIX
GAl, nmpenocTaBUII IOA, CTPOUTENILCTBO ABA C I0JIO-
BUHOM akKpa 3emJu. YiIleHbl 1pyTroil KOMMYHBI KyIIH-
JI TAJIOMaTepHaIbl ¥ HAHAJIHN cTpouTesel. C Tex mop
W 10 CHUIO TIOPY KOMMYHBI CKPOMHUKOB ITOIICPIKIBA-
I0T KIUHUKY, CYUTad, YTO 3TO — BKJIAJ B Oyayliee UX
neTeld u BHYKOB. [IpuMepHO 75% rogosoro Ooomxera,
cocrasisoero $2,5 MJIH, TOCTYIAIOT U3 6JIATOTBO-
puTenbHBIX GOHAOB, B TOM 4ncie $850 Toic. oT 6a-
TOTBOPUTENBHBIX ayKIIUOHOB, yCTPpaUBaeMbIX POJM-
TeIAMH, TAe NpoJaloTcAd caMojeJbHble UTDYIIKH,
IBETHI, CJIAJOCTU M KOHAUTEPCKHUE U3JIeTUA PYIHOH
paboThl, Mebesib U elle MHoOTroe Apyroe. Biarogaps mmo-
JIy4eHHOM OT IPOoJaskU BBIPYyUYKe CTOMMOCTb BU3UTA
K Bpa4y MJIN Ja60paTOPHOTo aHAIN3a He IIPeBhIIIaeT
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$150, yTo Ha 70% MEHBIIIE [IEHBl AHAJIOTUYHBIX YCIYT
B KAKOM-HUOYb aKaJIeMUYeCKOM MEJUIIMHCKOM II€H-
Tpe IIpU CPAaBHUMOM KadecTBe 00CIyKUBAHUSA.

MopTOH 3HaJI, 4TO JIEYeHUE HY:KHO HAaUMHATh cpa3y
ocje TeHETUYECKOI0 TECTUPOBAHUSA, KOTOPOE Clie-
JAyeT IIPOBOJUTH IIPU POMKJIEHUHN peOeHKa, U OKa3bl-
BaTh KBAIMN(PUIIMPOBAHHYIO IIOMOIIb BIJIOTh JI0 Ha-
CTYIUIEHUS I0HOIIecKoro Bo3pacTa. K coxasnenuro, o6
YIIPEXIAIINX Mepax IIPoIlle TOBOPUTH, YEM peasu-
30BaTh UX. BOT Be N3 MHOTUX JAPYTUX ITPOOJIEM: KOP-
PEKTHBIA reHeTUYEeCKUN aHaJIu3 0eCCMBICIEH, €CIU
OH CJleJIaH CJIMIIKOM II03HO, a caMas «yMHas» MoJe-
KyJIApHad Tepanusd 6ecrose3Ha, eCJIu OHa CTOUT Tak
JIOpOro, YTO €€ HEBO3MOYKHO OIIaTUTh. Hala kiinHu-
Ka — 3TO TO MECTO, IJile HayKa CMBIKAeTCH C IPaKTU-
KOI; OHa II03BOJIAET YjJeHaM KOMMYHBI caMUM 3a60-
TUTBCA 0 cebe, n3beras BCEBO3MOKHBIX OIOPOKpPATH-
YEeCKUX IIPOBOJIOYEK, CBOMCTBEHHBIX O(pUIINAIbHOU
MeJUIHE.

Bech n1epBBIY 9TaK KINHUKYU 3aHUMAIOT COBPEMEH-
Hble CeKBeHUpylomnue npubopsl. HaunHasa ¢ 1998 .
COTPYZHUKHU Hallled y1aGopaTopuM, BO3IJIABJIAEMOU
I[Ta¢ddpenbGeprepoMm, COBMECTHO C BpadyaMUu KJIUHU-
KU UJAEHTUQUIUPYIOT €KEroJHo OT IATH 10 15 cre-
MUQPUYHBIX AJ19 JaHHOM IOIyIAINY aMHUIIIer TeHHbIX
BapuaHTOB. CpOKycHpoBaBIINCh HA MOJEKYJIAPHO-
reHEeTUYEeCKUX METOoJaX, MbI IOJIyYaeM BO3MOKHOCTb
C BBICOKOU TOYHOCTBIO JUAarHOCTUPOBATh OOJIBIINH-
CTBO I'eHeTHYeCKHX 3abojieBaHUU 3a BpeMs, He IIpe-
BblIIAOIIee 24 yaca, 1 3a cyMMy MeHee $50. D1o mo-
3BOJISIET IpeAyTraJblBaTh BpeMA BO3MOYKHOI'O ITPOSAB-
JIEHUA NaTOJOTUYECKOTO IIPOIecca U €ro TeYEeHUE.

B 1994 r. MOpTOH B TECHOM COTpyAHUYecTBe ¢ Heli-
JIOPOM ITPOBEJI BBIGOPOUYHBIN CKPUHUHT HOBOPOMKJECH-
HBIX B MacmTabax mrraTta C 1eJbi0 BbIABIEHUA 60/Ib-
HBIX GAl. A HECKOJBKHUMMU ToxaMu Io3:ke CTuBeH
I'yamas (Stephen I. Goodman) n3 MeUITMHCKOM IITKO-
abl 1pu KoJslopajckom yHUBepcuTeTe UAEHTUPUITH-
poBaJ MyTalludio, BBI3BIBAIOIIYIO JaHHOEe 3abojeBa-
HUe y aMHuIIel. ITO CyIlleCTBEHHO YCKOPUJIO U yAellle-
BUJIO TeCTUPOBaHME. BbIABIAA neTell — HOCUTeJIeHd
GAl-MyTanuu o IIOABJIEHUA CUMITOMOB 3aboJieBa-
HHUA U IPUMEHAS HHTEHCUBHYIO TePaITuio, Mbl yMEHb-
MINUJIN PUCK UHBaauamusanuu c 94 no 36%, 1 aTo Ao-
BOJIBHO 60JIbIIAsA BEJIMYUHA.

B 2006 1. MBI B coTpyaHudectse ¢ Pugyapaom dun-
kesaem (Richard Finkel), ocHOBaTeseM KOMITaHUU
Applied Nutrition, koTopas crieuajJnu3upyeTcs Ha IU-
IIeBBIX Jo6aBKaxX, paspaboTaju TaK Ha3bIBaeMYIO
«(MEIUITUHCKYIO (GOpMyay» — CIeUaJu3upoBaH-
HYIO TUeTy JJId faeTeu, 6oabHbIX GAIl. Bplio n3BecT-
HO, UTO aCCOIIMMPOBAaHHAas C 9TOM nmaToJyiorued Mmyra-
1A IPUBOAUT K HAKOIIJIEHUIO B TOJIOBHOM MOS3T€ IIy-
TapoBOM KHUCJOTBI U APYTUX TOKCHUYHBIX BENIECTB,
o6pa3yeMbIX U3 JU3WHA, U YTO AapTUHUH MOKeET 6J10-
KMPOBaTh MOCTYIJIEHHE JU3WHA B 9TOT opraH. Tima-
TeJbHBIM 00pa3oM IoAGHUpAas COOTHOIIEHUE MEXIY
3THUMU ABYMS aMHUHOKHCJIOTAMHU (C UCII0JIb30BaHUEM
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KOMIIBIOTEPHOT'O MOJE/JIMPOBAHUA), Mbl HAJleEMCHA CHU-
3UTh COACPKaHUE JIU3UHA B TOJJOBHOM MO3I€ U TEM Ca-
MBIM YMEHBIIUTH BBIPA60TKY HEUPOTOKCHUHOB.

f mnposepus [OEUCTBEHHOCTb JTOTO IIOAXOoAA
Ha 12 60IBHBIX B XO[€ KJIWUHUYECKUX MCIBITAHUH,
NPOBEAEHHBIX B nepuoj Mexay 2006 u 2011 rr. Y ipo-
JIeYeHHBIX JeTell BbhIpaboTKa TOKCHHOB YMEHBIIH-
Jack BABoe. MbI Oony6JIMKOBAIU 3TU pe3yIbTaThbl
B2011r. uc Tex HOp npojaeduan 25 60JIbHBIX HOBO-
POKAEHHBIX. Pe3ysJbTaThl HE BBI3bIBAJIU COMHEHUU:
JacToTa HNOBpPEXAEHUIN TOJOBHOTO MO3Ta YMEHBIIH-
J1ach 10 5%, 1 IOYTU BCE€ HOBOPOKIECHHBIE — HOCUTE-
au GAl-myTanuy, IpUHUMAampIIUe Hamu 100aBKY,
pas3BUBAJIMCh HOPMAJIBbHO. B ciiyyae MHOrUX JpPYyTrUx
reHeTHYeCcKUX 3a60JeBaHUU aHaJOTUYHBIN ITOAXO[
IpuBeEJl K YMEHBIIEHUIO YAaCTOThl MHBAJUAU3ALNANA
u cMmepTu Ha 50-95%, YTO OJHO3HAYHO CBU/IETEJIb-
CTBYET O TOM, UTO y4Y€HBI€, KOTOPBIM HE UYKJI0 4yB-
CTBO COCTpaJlaHusd, MOTYT c/leJIaTh OYE€Hb MHOT0O€ JJI
IIpeIOTBPAIIEHUA My YU TEIbHBIX 60JIe3HEH.

MonyaAuunii MHOro — 6Mo/10rua ogHa
HcciienoBaHue peJKUX M'eHETUYECKUX 3a00JIeBaHUN
CBIrpaJio 0COOYI0 POJIb B PA3BUTUH MOJIEKYIAPHONU
6uosiornuu. ToabKO IPHUCTAJbHOE HAGIIOAEHUE 3a I10-
CIeACTBUAMU MyTallli B TOM HJIM MHOM I'eHe II03BO-
JIAeT TMOJIyYUTh HOJTHOE IpeJCTaBICHUE O TOM, KaK
TOT e I'eH, HO GYHKIIMOHUPYIOIIUY HOPMaJILHO, BIU-
AeT Ha 6mosoruio opraHusMma. Eme B 1657 r. Yuiabam
Iapseit (William Harvey) nmpo3opjiuBo 3aMeTHJI, YTO
JIYYIIHUHA CII0CcO0 BBIBEJATH Y IIPUPOJBI €€ CEKPETHI CO-
CTOUT B HCCJIEJOBAHUU peJkux 3aboneBaHuil. Crpa-
BEJUINBOCTh ujaeu 'apBes cTaJjia oueBHIHA TPU C IIO-
JIOBUHOU BeKa cnycTA. BHUKHYB B JUHAMUKY B3aU-
MOCBSI3Y PEIKUX I'€HHBIX BAPUAHTOB U IICUXHUYECKOT'0
cTaTtyca, MBI He TaK JaBHO PACKPBLIN TAalHY OJHOI'O
13 Haubojee paclpoCTPaHEHHBIX IICUXUYECKUX OT-
KJIOHEHUH.

C Katu, xeHmuHoU jeT 40, cornacusIieiica y4a-
CTBOBATh B HAIllEM MCCJIEJOBAHUU OUIIOISPHOro pac-
cTpoiicTBay amuieii IleHCHIbBAaHUY, S II0O3HAKOMUJI-
Cc paHHUM OCEHHUM yTpoM. OHa IIpeariodia, YToObl
MBI BCTPETWJINUCE B capae, Ije ee My [[9BHUJ 3aHU-
MaJjcd NOYMHKON HeOOoJIbIINX MalIuH. [lenbiMu THA-
Mmu IaBuj paboran 3a ABoux — 3abotuica o Katu,
cTpazaBlied OMIIOJAPHBIM pacCTPOMCTBOM yixe 06o-
Jiee IeCATH JIET, ¥ O IATEPhIX pebATHuIKax. [y pabo-
THI, JaBaBLIeH XOTh KAKOU-TO I0XOJl, BPEMEHU IIOUTHU
He 0CTaBaJIOCh.

BnepBble 6UNOISApHOE pacCTPOMCTBO HNPOABUIOCH
y KeliTu mociie poskeHusa BToporo pebenka. Ee peub
cTaja O4YeHb OBICTPOM, MbIC/IU pa3berasuch. Bpe-
MeHaMU OHa HadyuHaJja 6e3 ycTaJu Opubuparth JI0M,
He Jo¥Kach crnartb. «[Ioabl IpA3HBbIE, YKACHO TI'PA3-
HbBIe», — IIOBTOPsJIa oHA. Korjia cBepxieATeIbHOE CO-
CTOAHUE CMEHAJIOCHh Jernpeccueir, Keiitu 6e3ydacT-
HO JIesKkaJjla Ha KpoBaTU, PaBHOAYIIIHAS K IIOBCEJHEB-
HBIM JleJIaM U 4JeHaM ceMbH. [osioca My:ka, AeTel,
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poauTesell IMOCTOAHHO HAIIENTHIBAIN el OTKyZa-
TOo u3gajeka: «I'bl HUKYEMHasA, IIyCTad JKEHIHAY.
Ho camMbIM cTpalrHbIM €e MydYeHHUeM, Ha KOTOpoe OHa
HEYCTaHHO KaJioBajlach, KOT/IA MbI C HEH TOJIBKO MO-
3HAKOMUJIUCH, OBIJIO OIIyIleHHe NepenoIHEeHHOCTU
JKeJIyIKa KAKUMU-TO MacCaMU, IPUYUHABIIUMHU I10-
CTOAHHYIO 60JIb: 3TO OBLJIN XPOHUYECKUE MePIeITy-
aJIbHBIE TAJLTIOIUTHAIIN.

I[Mcuxuyeckre 60JI€3HU — B TOM YHCJEe OUITOJIAPHOE
pPaccTpofiCTBO — BCTPEYAIOTCA B PA3HBIX IOMYIAIH-
fIX ¢ 9acToToM oT 12 110 47%. B CILIA Ha UX JI0JII0 IIpU-
xoputcda g0 40% o61ero yucaa 3abojeBaHUN cpeau
MOJIOABIX JIIO/Ie!, a YUCJIO CAMOYyOUIICTB BIBOE IIPEBHI-
maeT 4yuciao youicTs. M3onupoBaHHbIE TPYNNIEBI, Ta-
KHe KaK aMUIIHU, BO MHOTOM IIPEANIOYTUTEIbHEeEe KaK
06BEKT U3yYEeHUS HACJIEeAyEeMOCTH IICUXUYECKUX 3a-
6osieBaHUI 1 MHOTHX JPYTUX PACIIPOCTPAHEHHBIX [1a-
Tosioruii. OHO U3 TAKUX UcciefoBaHUM, «(I3yueHue
cepbe3HbIX apHEeKTUBHBIX PACCTPONCTB B ITONYJIAIU-
Ax amuitei» (Amish Study of Major Affective Disorders),
HavdaJoch B 1976 . 1 0XBaThIBAJIO II€JIbIE POLOCIOB-
HbI€ C BBICOKOM 4aCTOTOM BCTpPe4YaeMOCTH OUIOJIAP-

SHaHIA 0 NeliCTBIH I'eHOB [HO3BOJIAT

BUSYAJINSNPOBATD RJIE€TOYHbIC

MeXaHU3MblI ¢ Oecripere/ieHTHOI
CTeNeHbIO IeTAIN3AINN I OHATD,
Kak pasHble ero MOJICKYJIsSPHbIE
COCTaBJISAIONE PA0OTAIOT B HOPME

n naroJgornmn

HBIX paccTpoicTB. B TeueHune 30 et 1o HabI0IeHU-
eM Haxoauiaock 6oisiee 400 marueHToB, 06cIelyeMbIX
Haunb6oJIee THIATEILHBIM 00pa3oM 32 BCIO UICTOPHIO Me-
JUIMHCKOU Fre HETHKU.

31 nerabps 2011 r. [Tadpdpenbeprep U A IMOCETUIU
OHY W3 CEMEHHBIX BCTPEY, OPraHU3yeMbIX AJTaHOM
IynauHepoM (Alan Shuldiner) u ucciegoBaTeIbCKOU
KJIMHUKOH, IIOCTPOEHHOU aMUIIaMu IIpu MapuieH/I-
CKOM YHUBepcHuTeTe. BeayIye ricuxuaTpbl pacCKasbl-
BaJI COOpaBIIMMCSH «CKPOMHBIM JIIOIAM» O IICUXHUYe-
CKUX 3a60JIEBAHUAX, YACTO BCTPEUAIONIUXCA B UX Ce-
MbSX U KOMMYHaX. B 3aBepIiieHre OHU HOABITOMKUIIN
pe3yabpTraThl 35-JI€eTHUX HUCCIEeA0BAHUN OHIIOJIAPHO-
ro paccTpoMcTBa B INOIIYIAINAX aMHUIIIEN ClIe1y IoIU-
MU ciioBaMu: «[I09THU BCe, 0 9YeM MBI 371eCh pacCKa3aJIy,
BaM HU3BeCTHO». Ha IIyTH kK aBTOMOOGUJIBHON CTOSHKE
MeHS OCTaHOBUJIN TPU CECTPbI, KOTOPBIE y4acTBOBAIU
B CEMENHBIX BCTpedax, I10/JT00HOM HbIHEITHEH, ke 60-
saee 20 seT. [leBATH U3 11 poACTBEHHUKOB UX IIOKOJIE-
HUA IIPOBeJIN GOTBIIYIO YACTh JKU3HHU B CTPAJAHUAX,
KOTOpBIE HECET c co60oll OUIOISAPHOE pacCTPOMCTBO.
CecTep MHTEpECOBAJIO, JEUCTBUTEJIBHO JIM B HAIlIEU
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KJIMHUKE, IIPOCJIaBUBIIEHCA TeM, 94To GepeTcs 3a pe-
IIeHNe caMbIX CJIOM¥HBIX 3a/1a4, MOTYT BbIICHUTD, Ka-
KOMY I'€HYy OHU 00513aHbI CBOUMHU MYKaMH.

Co cBOMM BOIIPOCOM CECTPHI IIOIIAJN B CAMYIO TOY-
ky. CoBceM HeJaBHO MBI Hayajlud COTPYAHHUYECTBO
c KeiimMOpua:xckuM HHCTUTYyTOM Bpozaa B mrare Mac-
cagyceTc, 4TOObI OLIEHUTh BO3MOMKHOCTH CEKBEHUPO-
BaHHUsA 9K30MOB B paMKaX HCCJIEOBAHUA PEJKUX Ie-
HeTHUYEeCKUX 3ab0ojieBaHUH. DK30M — 3TO COBOKYII-
HOCTb HYKJIEOTHU/JIOB BCE€X 9K30HOB, cerMeHTOB /[IHK,
KOJAUPYIOINUX ITPUOIN3UTEIbHO 19 ThIC. 6€JIKOB Ha-
IIIETO OpPraHu3Ma.

OK30M — 2TO nNpuMepHO 1% reHoma 4yejoBE€Ka, OJ-
HAaKO MMEHHO B HEM COJep:KaTCA IeHbl, U3MEHEHUd
B KOTOPBIX (MyTaIlM) MOTYT BbI3BATh HACJEJCTBEH-
Hble 3a6oseBaHUA. Ero ceKBeHHpOBaHUE — CaMbIN
pe3ynbTAaTUBHBIN U JIeIIeBBI Ha CErogHs CII0c0o0
UAeHTU(PUKAITUYU F'€HOB, aCCOIIMNPOBAHHBIX C TON NN
WHOU IaTOJIOTHEH.

HcTopuyecku Hallla KIMHUKA 3aHUMaeTCd IIOYTU
HCKJIIOYUTEIbHO GONbHBIMU AETbMU, OJHAKO B IICHU-
XUaTPUU BarKHBI BCE aCIIEKTHI KU3HU HalleHTa —
IICUXUYECKUH CcTaTyC 4YJEHOB CEMbU
U 4JIEHOB OOIIMHBI; HAllle COTPyLHUYe-
cTBO ¢ KeliMGpuixeM II03BOJIMJIO IPO-
BecTu TectupoBanue JIHK cembu B3poc-
JIBIX aMUIIeyd ¢ GUIOJAPHBIM pPaccTpPoOi-
cTBOM. [IprMedaTenbHO, YTO Y BCEX HUX
Oo0GHapYKUJICA KpailHe peJKuil BapuaHT
reHa, kogupyroiuiero 6esiok KCNH7. 3aMme-
Ha BCETO OJJHOTO HYKJIEOTHUAA B 9TOM I'eHe
NPUBOAUJIA K UCKAKEHHUIO CTPYKTYPHI
6eska B 06J1aCTH, OCTaBaBIIEHCA IIOCTO-
SAHHOU B XO/le 3BOJIIOIIUU y CaMbIX pas-
HBIX OPraHU3MOB. [I3MeHeHUusA B TAKUX
KOHCEPBATUBHBIX yYacTKaX OOBIYHO KO-
PEHHBIM 00pa3oM CKa3bIBaeTCsAa Ha QYHKIINU GEJIKOB.

B teuenme cneayromux AByx jaet Canmgep Mapkc
(Sander Markx) u Maiikn ®@ect (Michael First) c da-
KyJbTeTa NcuxuaTpuu KonyMmOGuUiicKoro yHUBEpPCU-
TeTa IOMOraju HaM PacHIMPUTh KPYyT o6ciIelyeMbIX
u 6ojiee CTPOro XapaKTEepHU30BaTh HUX COCTOSHUE.
B pe3aynbpTraTe MbI HOJIYYHJIN BO3MOMKHOCTBH pabo-
TaTh C TAKMMH MCCJIEJ0BATE€IbCKUMHU IEHTPAMHU, KaK
MepunuHcKUM kosute:k Yaiiina Kopuenna npu I[len-
CHUJIBbBaHCKOM yHuUBepcurere, Komnemx @panKanHa
u Mapmaia u UHCTUTYT MEeJUIIMHCKON I'€HEeTHUKU
Makkbrocuka — HaraHca nnpu YHuBepcurere J[#OH-
ca XonkuHCca. 9TO COTPYAHUYECTBO IPUGINU3UIIO HAC
K BO3MOYKHOCTH OTCJIE}KUBATh IepeMeIeHUs OeKa
KCNHY7 B KJI€TKe, 4TO IIO3BOJIMJIO IPOAEMOHCTPHUPO-
BaTh, KAK MyTallUX B HEM MEHSAIOT 3JI€KTPOCTUMYJIA-
IIUI0 HEUPOHOB, U CO34ATh CTATUCTUYECKYIO 6a3y I
Oyaymux oTKpbITHUH. [Ipesk/ie Bcero Mbl UAEHTUPUITU-
poBaiu crnenuduYecKyo MyTaIluio, KOTopas CUTHa-
JIN3UPYET O BBICOKOU BEPOATHOCTU GUIIOISAPHOTO pac-
cTpoMcTBay amulei. Pe3yabpraThl HCCIeJOBAHUMN MBI
ony6smkoBaau B 2014 r., 1 Teriepb Bpa4yu U reHETUKU
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MOTYT HCIIOJIb30BAaTh CBA3b MEXKJAYy MyTaluel B reHe
KCNH7 1 ICUXWYE€CKMMU PacCcTPOMCTBAMU IIPU 00-
clIeJOBaHUU JPYTUX IOMYJIAIUN.

Bonwmie Bcero 6enka KCNH7 conep:xutcsa B o6Jia-
CTAX TOJIOBHOI'O MO3ra, OTBE€YalOIMX 3a HacTpoe-
HHE 1 KOTHUTHUBHBIE CIOCOOHOCTU. B 3TUX 0o6yacTax
OH CO3/1aeT TpaHCMeMOpaHHbBIE KAHAJIBI, II0 KOTOPBIM
OCYIIECTBJISETCSA IIEPEHOC NOHOB KaInud. d(PeMepHbIe
BOJIHBI 9THUX MOHOB, HAIIPABJIAIINNECA TO B KIETKY,
TO HApy#Ky, CAMBIM IIPSAMBIM 00pa30M CBA3aHBI C TEM,
KaK MBI IyMaeM U 4To 4yBcTByeM. HaM TpyHO nipes-
CTaBUTh, YTO 3JIEKTPOXMMUHYECKUE CUTHAJIBIL JIEHKAT
B OCHOBE 3MOLIUI, HAPKO3aBUCUMOCTH, [ICUX030B U Cy-
UIUJAIBHBIX MBICJIE. Ho, KaK IOKa3bIBAET OIBIT, HU-
YTOKHO MaJIble U3MEHEHHU B cpabaTbIBAHUHU KaJIHe-
BBbIX KAHAJIOB MOTYT IIPUBECTH K IIEPUOAUYECKUM IIPH-
cTylaM 6elleHCTBa U OTYasdHUA.

Ilepexon HareHETHUYECKUN YyPOBEHBb IIO3BOJIUT IO-
BOPUTH O AYLIEBHBIX PACCTPOMCTBAX B KOHKPETHBIX
TepMHUHax. MaeHTudUKanusa MyTaHTHOIO BapUaH-
Ta reHa KCNH7 11eHHa IIOTOMY, UTO 3TO CO3aeT [I0YBY
111 COBMECTHBIX pallMOHAJIbHBIX OOCY#JIEHUU IIPO-
671eMBbl MEJUKOB CIIallMEHTAMU U IIOMOoraeT ycTpa-
HUTB Y O0JIBbHBIX YyBCTBO BHHBI U CThIA 3a CBOE II0-
BeJleHHe. Eciau roBopuTh o GimekaiimeM GyayIeM,
TO YyCTAHOBJIEHUE CBA3U MEMY OIPEAEIEHHON MyTa-
el 1 GUIOJIAPHBIM PACCTPONCTBOM IIOMOKET CBOEB-
PEMEHHO HavyaThb JiedeHne TaKuX G0JIbHBIX, Kak KaTh.
B oTnasieHHOM ITepceKTUBE MOKHO 6YAeT CUHTE3UPOo-
BaTh JIEKAPCTBEHHBIE BEILIECTBA, KOTOPbIE BO3JIEUCTBY-
10T Ha KCNH7-kaHaJIbl. 37€Ch MBI BILIOTHYIO IIOAXOANUM
K HeKoel pasHOBUJIHOCTU IIEPCOHUPUIIMPOBAHHOMN Me-
JUIUHBI, CO3JaHMIO LIEJIOro Kjacca TepalneBTUYeCKUX
CPEACTB /I JIeueHU A OUTIOIAPHOT0 pacCTPOMCTBA Y JIF0-
Jiell, OTHOCAIIUXCA K CAaMbIM PA3HBIM IOIIYIAUAM.

B3mag B 6yaywee

HccnenoBaHUA reHeTUKY GUIIOISIPHOT'O paccTpoMicTBa
Yy aMUIIey — 3T0 Ha CaMOoM JieJIe K104 K OyyIiemMy mMe-
JUIMHBI, UICTOPHUSA O TOM, KaK reHeTu4yeckas UHOop-
Manusa Morja 6bl UCHOJb30BaThCA /1A IPE/ICKa3aHUA
Haiero 6yayiero. B cBoel KIMHUKE MbI UCIIOJIb3yEM
CEeroiHA IIPOCTOM U HEJIOPOTrOM MeTOo/] aHAIn3a KPOBH,
oT6upaeMoi U3 IIyIIOYHOI0 KAHATUKA HOBOPOK/IEHHO-
T'0, YTO IT03BOJISIET OIIEHUTh PUCK BOSHUKHOBEHUA OH-
nossgpHoro pacctporictsa Ha 30 sieT Brepe. [Tockonb-
Ky ICHUXWYECKUM 3a00JIeBAHUEM Y B3POCJIBIX 4acTO
IpeAnIecTBYIOT TAaKHWe CHMIITOMBI, Kak KojebaHUd
HaCTPOEHUS U IIEPEMEHBI B IIOBEJIEHUM, MOKHO, OpH-
€HTUPYACH Ha 9TU II0KA MaJI03HA4YUTEIbHBIE OTKJIOHE-
HudA, nposectu [JHK-aHanmms, oneHUTh BEPOATHOCTD
Pas3BUTHA NATOJIOIMU U IPUHATH MEPEI, II03BOJIAIOIINE
4eI0BEeKY *KUTb ITIOTHOIIEHHOM u3Hblo. Ho ciaenyet mu
NPOBOJAUTHE CKDUHUHT BCEX HOBOPOKIEHHBIX aMUIIIEN
1714 BBIABIIeHU A iepekTHOoro KCNH7-reHa?

9TOT BOIPOC CTAHOBUTCA Bce 0oJjiee aKTyallb-
HBIM U KacaeTcd He TOJBbKO TaKUX JIIoAeH, KaKk aMU-
mu. [IJpocMOTpUTE BHUMATEIbHEE CBOI 5K30M, U BBI
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HaMgetre oT 20 10 40 ThIC. OTKJOHEHUMN OT HOPMHBI.
20% w3 3TUX T€HHbBIX BApUAHTOB MOIYT IIOBJIMUATH
Ha GYyHKIIMOHUPOBaHUE GEJIKOB, a IPUMEPHO 1 THIC.
KpaliHe peKU, BO3MOMKHO Jaske CBOMCTBEHHBI TOJb-
ko BaM. CKOJIBKO K€ BAapHaHTOB MOI'YT IIOBIUATH
Ha Bamle Oyayiee? M Kak O6bITh C TEMH, KOTOPbIE OKa-
Ky TCA HebaronpuAaTHBIMU? OTBET 3aBUCHUT OT TOT'O
(o kpaliHe Mepe OT4YACTH), YTO MBI CYHUTAEM BaXK-
HBIM JUUISI JAHHOTO YeJIOBEKa B JaHHOe BpeMmsAa. MoxkeT
cTaThCs, 3TUM OIlpefiesisgeTcd ycnex (MU Heycllex) Jie-
YeHU: IIOITYIAIMOHHBIE JaHHbIEe, COOpaHHBIE 110 KPYy-
muuaM 3a nociegHue 25 j1eT, 1oA00HBI PO3€TTCKOMY
kaMHI0. OHU O3BOJISIOT CMOTPETh Ha FeHETUYeCKIe
HOKa3aTesll dYepe3 NPU3MY CIeUUIECKOro COIH-
aJIBHOTO KOHTEKCTAa, IpHUCIIocabinBasa Tepanuio K na-
IIUEHTY: HauaThb HyKHOe JIe4eHUe B HYKHOE BPeMH.

B Macmoira6ax HOIyJIAIMHA TAKOro pojaa 3HaAHUA
0 IeAICTBUU T'€HOB II03BOJIAT BU3yaJIN3UPOBATH KJle-
TOYHBIE ME€XaHU3MBbI C 6ecrpere/[ecHTHON CTEIeHbIO
JleTajanus3aluy U IOHATh, KaK pPa3Hble €TI0 MOJIEKYJIAP-
HbIe cocTaBAoIIe paboTaloT B HOPME U ITaTOJIOT U H.
Ho cTpazarimas cTOpoHa — He 3TH COCTABJIAIONINE,
a yeaoBeK. KIMHUIIMCTHI U MOJIEKyIApHBIE 6HOJIOTH,
paboTaroriye 60k 0 60K Ha/I peleHueM IIpo6JieM OHO-
ro 60JIBHOTO, MOT'Y T MCKYCHO BILJIECTH T€HOMUKY B Me-
JUIIUHCKYIO IIPAKTHUKY, IPUAyMaB CTpaTeruu, pabo-
TaIOIIME Ha OIIepEeKeHNE.

IlenuaTpusa — Ta 061acTh, KOTOpasd NOAXOAUT JJI
IIPOBEPKU 3TUX UJAEH Kak Heab3d Jydlle. B Hamrei
KJIMHUKE 3HAaHUA U yMeHHe IaraloT B Hory. PaGora
C IETHbMH 3acTaBJIAeT HAC UCHOJIb30BATh IIpeJicKas3a-
TeJIBbHYIO CHJIy TeHETHUKH, CTaBs BO IVIaBY yIJIa Pe3yJib-
TaT. 3aHUMAasACh OJHUM pPeGEeHKOM, IIOTOM BTOPBIM,
TPEeTBhUM, MBI IOCTEIIEHHO 3aI0JTHAEM IIPO6EI MEK LY
TE€HOMHBIMU UCCJIeJOBAHUAMU U ITOBCEHEBHBIMU Me-
JUIMHCKUMU MEPOIIPUATUAMU, YTO B HAIlleH KINHU-
Ke IIpeAcTaBisgeT co60M PYyTUHHYIO IPAKTUKY, JBU-
JKUMYI0 3HAaHHUEM, YTO HYKHO IMEHHO 9TOMY IaIlueH-
Ty 37IeCh U cefiyac. [ |

Mepeeoo: H.H. WladpaHosckan
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