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HAYKA A/19 OBLLUECTBA

MoneKynsapHbie 6MON0rU ULLYT NPUYUHbI PA3BUTUA CUHAPOMA JIOMKOM X-XPOMOCOMbI

Hosocubupckue y4yeHbie npo8odAam YHUKA/IbHbIe UCC1e008AHUA N0 onpedesieHU MexaHu3ma u NpuYuH NoAB/IeHUA
pacnpocmpaHeHHo020 2eHemu4ecko2o 3a601e8aHuUA, NpuBodAWe20 K YyMCmMBeHHOU 0mcmasiocmu 4es108eKa

L
Hayu4HbIM cOTpyAHMK MHCTUTYTa MONEKYNAPHOM M
KNeTo4yHon 6uosiormn CO PAH, cTapwmi npenogasatesib
HIY K.6.H. AMUTpui Bnagumuposuu KOAKMH paccKasan o
CYTM CBOETO UCC/IEA0BaHUsA, O TOM, YAACTCA /M paspaboTaTb
BCECTOPOHHMM aNrOpUTM AMArHOCTUKM 60NE3HU U
MOJIYYMTCS /I HANTU HOBYIO, 601ee 3hdEKTUBHYIO Tepanmio
NS NaLUEHTOB, CTPAZAOLLMX STUM HEU3/IEUMMBIM HEZLYTOM.

CMHAPOM JIOMKOM X-XPOMOCOMbl — BeCbMa
pacnpocTpaHeHHOe HacneiCcTBEHHoe 3aboneBaHue
(npvMepHO oaMH cayyar Ha 2000—6000 yenoBek), Ans
KOTOpPOro MeJMUMHa Ha CEroAHsALHMM JeHb He 3HaeT HM
JIEKapCTB, HW [laXKe COBEpPLUEHHOM AMArHOCTUKM.

— Y Hac B opraHu3me ecTtb JHK, HeKoTopble yyYacTKu
KOTOPOM MHOr0 pa3 NoBTOPAOTCA. MpM 3TOM OHM JOJIKHDI
6blTb CTPOro onpejeneHHoro pasmepa. Ho uHorga 4to-To
NMPOMCXOAMT, U OAUH M3 MOBTOPEHHBIX YYACTKOB PE3KO
yBennumsaetcal M3-3a 3T0ro Hapylwaetca paborta rema,
KOTOPbIM HAXOAMTCA PSAOM M 3a YTO-TO onpejesieHHoe
oTBeyaeT. Hanpmmep, Npu cMHAPOME JIOMKOM X-XpOMOCOMbI
MOBTOP, pacnoJiaralwmica nepes Havaaom reHa FMR1,
yBEeJIMUMBAETCA — re€H HauuHaeT paboTaTb CUJIbHee,
XPOMOCOMA CTAHOBMTCS XPYMKOM, OT/IAaMbIBAETCA KOHYMK
M M3-3a 3TOro pa3BMBaEeTCA Hekoe 3aboneaHue. Co
BpeMEHEeM, Korja noBTOp CTAaHOBMTCA elle 60Ablue,
reH BooOLLe «BbIK/IOYAETCA» MOJNHOCTbIO, YTO NPUBOAUT
K TAXeNbIM M3MEHEHUAM — BMJIOTb 4O YMCTBEHHOM
OTCTa/NI0CTU, — paccKasan uccnejosaTesib.

MeaMuMHCKaa nNpaKTMKa NoKasbliBaeT, 4TO ceMyac
K MaumMeHTamM C TaKMMM XPOMOCOMHBIMM aHOMAaJIMAMM
NPUMEHAETCA JIULLIb CUMNTOMATMYECKAA Tepanus:

— Ha 6a3e 06bl4HbIX K/IMHUK AMArHOCTMKA NPOBOAMUTCA
He A0 KOHLA, M B OCHOBHOM TOJIbKO KJMHMYECKUMM

metogamu. To ecTb MO CMMMTOMaM BpayaMu BbIHOCMTCA
3aKJ/Il04EHME, YTO ITO NPEANOJIOKUTENIbHO CUHAPOM JIOMKOM
X-XpOMOCOMbI. HO TOYHO CcKasaTb TaK JIM 3TO HUKTO He
CMOXeT, MOoKa He caenaHa MOJIeKyaspHas AMarHOCTMKaA.
Mo3ToMy nauyeHTam NOCTOSHHO JaloT B AETCKOM BO3pacTe
donmeByto KMcnoTy. YTo No3BosS€T MM OTHOCHUTENBHO
HOpMa/IbHO pa3BMBaTbCS M AarKe€ HEMHOro obyyaTbCs B
cneumanbHbiX rpynnax, — noAcHUA AMutpui FOAKMH.

TaKXe B MMpe cenyac MCNoJsib3ylTCA pas/iMyHbie
MeToApbl, KOTOpble NPUBOAAT K «BKJ/OYEHMIO» reHa FMR1
06paTHO B paboTy:

— TaKue UccnenoBaHUA MPOBOAATCA Ha KyabTypax
KNeToK, C fob6aB/ieHMEM OMnpeaesieHHbIX BelecTs,
peaKTUBMPYIOLLMX reH. Ho rnaBHas npo6iema STHX BeLLecTs:
OHM HACTO/IbKO TOKCUYHbI, YTO Y6MBAIOT MHOXKECTBO K/IETOK.
To ecTb, KOHEYHO, OHM «BKJIOHAIOT> 3TOT FE€H, HO MPU STOM
60/1bllIas YacTb KNETOoK nornbaeT. Kctat rosops, elle oHo
M3 HarpaB/ieHMM, MO KOTOPOM Mbl YK€ Hayasiu paboty —
NOMCK 6e3BpeHbIX METO/I0B aKTMBALMM FeHa Y NaLUueHToB.

KomaHga AMuTpusa HOgKMHA M MeXayHapoAHbIN
Tomorpacduuyeckmit ueHtp CO PAH moayymnau rpaHT Ha
KOMIMJIEKCHOE MCC/IeJ0BAHNE, KOTOPOr0 MMEHHO U He
XBaTaeT A/ NOJHOM BCEOBGbEMIOLEN AMArHOCTUKM
JaHHOro 3abosieBaHus.

— B 4yeM CyTb: Mbl MOCMOTPMM, 4YTO Y NALMEHTOB
NMPOMCXOAMT HAa MOJIEKY/IAPHOM YPOBHE (KaKOM pa3mep
NMoBTOpa, KaK OH M3MEHWACA, HACKONbKO YBEMYMACA U
KaK HapyliMaacb paboTa reHa), a ToMorpadmCThbl B 3TO Ke
Bpems caenarT @yHKUMoHaAbHYt0 MPT (npoaHanusmpytot,
KaK M3MEHMIacb CTPYKTypa rOJI0BHOMO MO3ra, ero pabora
B LesioM). To eCcTb nauyMeHTbl B6yayT BbiNONHATL KaKue-
TO MPOCTble 3ajaHUA (CMOTPETb KapTWHKWM, pPMCOBaTh),
a B 370 BpemA MPT 3apermuctpupyeT To, KakMm 06pa3om
nepeaawTCca CUrHaabl B mMo3ry. [MoToM Mbl CpaBHWUM
pe3ynbTaTbl UCCNEA0BAHMA C AaHHBIMW O 340POBbIX JIAAX
M CTaHeM pa3bmpaTbCs, YTO e MMEHHO HapYLUEHO U OTHEro
Ha ypoBHe [JHK 3aBuCAT M3MeHeHMA B Mo3re.

TaKyto 3aZa4y NaHUPYIOT PELLMTb YYeHbIE 3a 6MKaMLmne
Tpu roga. Mo NpoLecTBMM 3TOr0 BPEMEHWU OHM HAZEHTCS
MOAroTOBUTb aNrOPUTM KOMMJIEKCHOM AMArHOCTMKU M
MoAe b pa3BUTUA 3a60/1eBAHMS.

buonor oTMe4vaeT, YTO UX BOJIHYET Mpobaema He
TONbKO [AHHOM KOHKPETHOM 60/1€3HM, OHM MbITaKTCA
MOHATb MPUYMHBI CAMOM 3KCMAHCMM (PE3KOro YBE/IMYEHUSA
YyMCna KOMUiM MOBTOPSAIOLLMXCA YYaCTKOB Monekybl AHK y
WUHAMBUAOB B MOC/AEAYIOLMX NOKOJEHUAX POAOC/IOBHOM) B
LeJIOM:

— PeanbHas nMpuuMHa 3KCMaHCMM MOKa He M3BECTHa.
Hanpumep, 1ccnepoBaTensimm 6b110 MOKA3aHO Ha Ky/ibTypax
KNEeTOK, YTO 6opaT Ka/ims B NuLLE YBE/IMYMBAET CNOCOOHOCTb
nosTopa pactu. (B AMepuKe 37O BellecTBO J06aB/AeTCA
B X/1€600YN0YHbIE U3JENNA ANA TOro, 4Tobbl Aenatb MX

nbitiHee). Ho HACKONbKO 3TO MPOMCXOAMUT B peasibHOM
¥KM3HM, a He B YaluKe eTpu, NoKa HeM3BeCTHO. Mbl Byaem
paboTtaTb M B 3TOM Hanpas/IEHWN.

AMUTPpUI HOAKMH cYMTaeT, YTO CMHAPOM JIOMKOM
X-XPOMOCOMBbI 3aC/Ty}KMBAET NPUCTa/IbHOrO BHUMAHMSA M3-3a
€ro pacrnpocTpaHEHHOCTH:

— Y Hac 6blla npo6aema JOCTyna K MauueHTam, M,
Korga Mbl o6patuancb B HoBOCMGUPCKMIM 061aCTHOM
AMArHOCTMYECKMIM LEHTP, CKa3aB, YTO HaM HYXKHO CTOJIbKO-
TO YeJsIOBEK, OHM 3asIBUIM, YTO MOAOGHbIE 06GBEMBI MO MX
MepKam o4YeHb Masibl! Besib A€TU C YMCTBEHHOM OTCTaIOCTbIO
— camble pacnpocTpaHeHHble 60/IbHble B FEHETUYECKOM
KOHCY/IbTaLMu.

OKas3blBaeTcA, TaKOM CTAaTUCTMKM MOXKHO 6biNo 6bl
usbexatb, ecam 6bl poauTeNIM NPOBOAMAN HEOOXOAMMbIE
aHaM3bl 10 6epeMEHHOCTH. 0 C/I0BaM YHEHOI O, KEHLUMHE
HEeobX04MMO CZaTb KPOBb, TaK Kak MMEHHO OHa ABAAETCA
HocuTenem 60/1e3HU, KOTOopas Ha HEW MOXKET M He
OTpasnTbCA, HO NepeaacTcs OT Hee K CbiHy.

— O6bI4HO poAUTENU MAYT B GONBHULY MOCTHAKTYM,
Korja ye y Ma/ibllua NosiBUAMCb CUMMTOMbI YMCTBEHHOM
OTCTa/IoCTU (rae-To B Bo3pacTe Tpex /eT), — 06bACHAET
MoNeKynsapHbIM 6uosior. — Korga A paboTtan B AMepuKe, Ha
OZIHOM U3 KOH(bepeHLMH, MOCBALWEHHbIX 3TOMY CMHAPOMY,
BbICTYNanm Bpayr. OHU KaNoBa/IMCb, YTO MHOTME MaMbl Jaxke
nocsie poXxaeHWa pebeHKa C CUMNTOMamMK 3a60/1eBaHNA He
AenaT HeobXoAMMble aHaiM3bl, a CMOKOMHO poKaloT
BTOPOro U Aaxke TPeTbero CbiHA — BCE OHW OKasblBAOTCSA
60/1bHbIMM! ITO, KaK NpaBW/0, NpeACTaBUTENN GeAHbIX,
Heob6pa30BaHHbIX C/IOEB HaCeEHUS.

Cetyac CEKTOP XPOMOCOMHbIX MaTOJI0MMH YiKe NPUCTYNUA
K MOJIHOLEHHOM paboTe: Hay4Hble COTPYAHWKM Ha4vanu
oTpabaTbiBaTb MepBble Waru B AUMArHOCTUKE Ha NPOOHbIX
o6pasuax AHK. Ho, HecmoTpsa Ha TO, 4YTO KOMMJIEKCHOE
uccnenoBaH1e HOBOCUOUPCKUX YUHEHbIX YHUKa/IbHOE M UMeeT
OFPOMHOE 3HaYyeHWe AN MeauUUHbI, CaMK UCCneaoBaTeNN
0oTAatoT Ce6e OTHET B TOM, YTO NOJIHOCTbIO NOGOPOTb 60/1€3Hb
Ha reHHOM YPOBHE He NOJIyYnTCA:

— Ecam Bce aTanbl Hawwel pa6oTbl NPOMAYT YCMELHO U
ZleNo JoMAEeT A0 KOHKPETHOro npenapara, To OH BCE PaBHO
He cMoXxeT BHecTM M3MeHeHua B JHK. EguHcTBeHHOe,
YTO Mbl MOXeM cenlaTb — 3TO 3acCTaBWUTb FeH paboTaTb
HECMOTPA HM Ha 4YTO, XOTA MOBTOP M OCTAHETCA TaKUM
Ke, — ytBepxaaet AMutpun HOaKkMH. — Tem He MeHee ¢
MOMOLLIbIO 3TOr0 NpenapaTta Mbl CMOXEM CEPbE3HO YYULLIMTb
KauyeCTBO ¥M3HM NauMeHTa: NO3BOIMTb PpEOEHKY HOPMAJIbHO
pa3BMBaTbCA, NOJlyYaTb 06pa3oBaHME HA KaKOM-TO YPOBHE
U HE CUJ/IbHO OTCTaBaTb OT 3[0POBbIX CBEPCTHUKOB.

MapuHa MockaneHKo
doto npegocTaBieHo npecc-cayx6om HIY

CuUbHpPCKMe y4eHble Hawwm 6MomMapKepbl 6MnonsspHoro adppeKTMBHOro

Nccnedosamenu u3z MHCcmumyma xumu4veckol 6uosio2uu u pyHoameHmanbHol meduyuHbl CO PAH 8biacHUIU, YMO
U3MEeHeHUe YPOBHA 3KCnpeccuu HeKomopbix 6e/1IKo8 8 KpoBU CNOCOBHO NOKA3ame HapyweHue NCUXu4yeckoz2o 300p0BbA Yes108eKa u
NOMOYb CBOEBPEMEHHO NOCMABUMb BepPHbIli QUA2HO3

BuoMapkepbl — 3To 6MONOrMYECKME NPU3HAKM,
KOTOpble UCMOJIb3YIOT B KaYecTBE MHAMKATOPA COCTOSHMS
310poBbA. CEeroaHs MX HasblBalOT KpaeyrosibHbiM KaMHEM
NepPCOHaIM3MPOBAHHOM MeAMLMHBI 6y ayLiero. CylecTByoT
M yXKe UCNOJIb3yTCA ThICAYM TaKMX MOKasaTesieM, oHaKo
ocTaeTca noTpe6HOCTb B MOMCKE HOBbIX, KOTOpble 6bl
CMOT /1M MOMOYb B AMarHOCTUPOBAHUM C/I0XKHbIX HAapYLUEHMI
(DYHKLMOHMPOBAHUA OpraHM3ma.

3a nocnegHue rogbl JOCTUIHYT OFPOMHbIM Mporpecc B
CHUXEHMM CMEPTHOCTU TaKMX PACrpOCTPaHEHHbIX Tpymnn
3a60/1€BaHMM, KaK OHKONOrMA M KapAMOMaTosiorus, HO
CMePTHOCTb, BbI3BaHHas NMCUXMYECKMMM HApYLLEHUAMM, BCE
elle yrpoarlle BbICOKa.

— JTO He YAMBUTENBHO, YYMUTbIBAA TO, YTO MOJIEKYAPHbBIE
OCHOBbI MCUXMYECKUX PACCTPOMCTB B 3HAYMTENILHOM
CTeNeHM 0CTaTCA HEACHBIMM, HECMOTPSA Ha CYLLECTBEHHbIN
Nporpecc B NOHUMaHUM MX CUMNTOMATMKN, — paCcCKasblBaeT
MNAJLWKMIM HAYYHbIM COTPYAHMK MHCTUTYTa XMMMYECKOM
6uonormm U yHaaMeHTanbHoM meamumHbel CO PAH
UpuHa BnagumuposHa AnekceeBa. — /lo cux nop Het
[OCTOBEPHbIX MOJEKY/IAPHbIX MapKepoB, MO3BOJIALMX
HaZeXHO MAEHTUdMUMPOBATL N0AEN C MOBbIWEHHbIM
PVCKOM Pa3BMTUA NCMXONATOJIONMK, TaKMX KaK BUMoIApHoe
addeKTUBHOE pacCTPOMCTBO.

K peweHuio 3ToM Npo6aembl U NPUCTYMUAN YYeHble
3 UXBOM CO PAH: moucKy cnoco60B BbiABAEHMA
(DU3MONIOTUYECKUX OTKJIOHEHMH, Bnarofapsa 4Yemy npu
CBOEBPEMEHHOM AMArHOCTUKE MaUMEHT CMOT 6bl NOJYYUTb
HeobXxoAMMOe NeyeHue.

BunonsapHoe addekTMBHOE PacCTPOMCTBO — OAHO
M3 CaMbIX M3BECTHbIX MCUXMYECKMX 3abonesaHmi. Eule

HeZJaBHO OHO MMeNo Kyaa 6osiee nyrawuiee HasBaHWe —
«MaHMaKa/IbHO-eNPEeCCUBHbIM NMCcMxo3». Mo cTaTUCTHKe,
MM CTpajaeT npumepHo 1,5% HaceneHus BCEM MJaHeThl.
MposaBneHne cMMNTOMOB HavMHaeTca B Bo3pacTe oT 10 go
40 net, a nNUK obpalleHni 3a nomollbto — B 30. Kakoi-
160 reHaepHOM NpeapacrnooXeHHOCTM He BbISIBJIEHO,
TO €CTb MYXUYMHbI M KEHLMHbI OAUHAKOBO MOABEPKEHbI
3TOMY Heayry.

— Ha cerogHslwHUM aeHb 3a6oneBaHMe 0603HavaeTca
KaK TaxKenoe ncMxuyeckoe, — pacckasbiBaeT M. Anekceesa.
— OHO npoBouMpyeT y 601bHOrO OnacHoe ANA KM3HM
noBezeHue: paspylleHne JIMYHOCTHbIX OTHOWEHMM M
Kapbepbl, Bbi3bIBaeT CyMLMAAJbHbIE MbIC/IM, 0COBEHHO eCn
601e3Hb He 1IeYnTCA. MMEeHHO NO3TOMY NOUCK GMOMapKEPOB
6MnonapHoro apheKTMBHOIro pacCTPOMCTBA BECbMa BaXKeH
ANA KJIMHULUMCTOB BBMAY HEOGXOAMMOCTM MOCTAHOBKM
NMPaBU/IbHOIO JAMarHo3a M Bbi6opa BEpPHOM CTpaTermu
Tepanuu.

ANns peweHUA NocTaBNeHHOM 3ajayum cMbUpCKue
yyeHble 06bEeKTOM MccaefoBaHMA Bblbpann gecAaTb
YesIoBEK, HaxoAsAWmMXCA Ha edveHnn B HAM ncuxmyeckoro
3q0poBbsA (Tomck). Ewe agecatb 340poBbIX A04eEMN
COCTaBWJIM KOHTPOJIbHYIO rpynny. B pesysibraTte BnepBble
OblIM MOJlyYeHbl JaHHble O CBA3M YPOBHA 3KCMpeCcCHu
Takux 6€/IKOB, KaK amno/junonpoTenHbl Knacca A M
C, TpaHCTMpMTMH M CbIBOPOTOYHbIM amunona Af,
HEeMpOonCUXUYECKUMM 3a6onesaHunamun. Tak, HaanMep,
M3MeHeHMe MoKasatenen anoaunonpotenHa C3 MoxeT
BECTU K HapyLUEeHMI0 MeTabo/IM3Ma X01eCTepUHa, KOTOPbIM
ABNAETCA MeAMATOPOM AN CMHTE3a MHOMMX FOPMOHOB B
HalleM opraHusme. 310 BeAeT K AncbanaHcy, nNpucyLiemy
MHOIMMM MNCUXMYECKMM HeayraM. Takxe y 60JbHbIX,
CTpajanlumx 6UNoNspHbIM PacCTPOMCTBOM, HabatoaaeTcs

KOTOpbIM
06/13;a€T NPAMbIM M OMOCPEe/0BaHHbIM 6aKTEPULIMAHBIM U
6aKTEPUOCTATUYECKMM AEUCTBMEM. A MOHMNKEHME YPOBHS
TPaHCTMPUTMHA, OTBEYAIOLLEETO 32 TPAHCMOPTMPOBKY FOPMOHA
TPUNOATUPOHMHA, BEAET K AUMCHOYHKUMM LMTOBMAHOM
JKenesbl.

CHUXXEHMe CbIBOPOTOYHOro ammnaouga Aft,

Mo MHEHMIO YYeHbIX, HOBbIM NOAX0A MMEET HEOCMOPUMbIH
noTeHuMan AnA ynydlleHua AMArHOCTMKM U pasBUTUA
METO/I0B JiIeYeHMA NCUXMUECKMX 3a601€BAHMI U HYKAaeTCA
B JaJIbHEMWMNX MCCNeA0BaHMUAX: HaNpUMEp, B BbiSBJIEHWUM
B/IMAAHMA HEMPOIENTUKOB, KOTOPbIE MPUHUMAIOT MaLMEHTbI,
Ha MOKasaTe/iM ypoBHA IKCMpeccuu 6enkoB u crocoba
KOppensuumn 3TMx noKasateneu.

AHHa TepexoBa
®doTo aBTOpPa
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