JTOKJIA T
1 CJAWT
2 CJIAN]

e C TOro MoMeHTa, KOIJ1a YeJIOBEK CTaJl BMeIIMBAThLCH B JielicTBUE
€CTeCTBEHHOI 0 0TO0pa, MmocjieJHeMy MPUXOAUTCH MEHATH YPOBHH
CBOEro BJIMSIHUS, IEPEeXO/s € OJJHOT0 3TANA OHTOreHe3a Ha JAPYIroi.

. Tak, MONBITKH COXpPAaHEHUS NPePbIBAKOLICIHCH B PAHHHE CPOKH
0epeMeHHOCTH € MOMOIIbI0 MOIIHBIX JIEKAPCTBEHHBIX CPEACTB,
NMPUBOAAT K MHUMOM no0e/ie — 4acToTa POKIACHUSA JIeTeH ¢
BPO:KICHHOM U HACJIEJCTBEHHON MATOJOTHel M0 HAIMM JAHHBIM
Bo3pacraet B 4 pasa. (E.fI.I'peuanuna, 2012)

o 3 CJIAUJ, 4 CJIAHU, 5 CIAN]

6 CJIAU/ Drtansl 1a00paTOPHOTO UCCIICIOBAHUS, KOTOPOE Y HAC
MPOUCXOJIUT, COCTOUT U3 TPEX YacTeH.

7 CJIAUL — B ipeaHaTuTUUECKUM ITAIl Mbl BKIIFOYAEM.
8 CJIAU/ bbuio oTMEY€EHO,

9 CJIAM, 10 CJIAM, 11 CJAM, 12 CJIAN, 13 CJIAN, 14 CJIAN,
15 CJAMI, 16 CJIAM, 17 CJIAW, 18 CJIAN

[Ipu npoBeaeHNMN UCCIIEIOBAHNUN Mbl YUUTBIBAJIN UMEKOIIUNCS OMBIT
UCCIIeIOBaHUM OOMEHA AMUHOKHCIIOT U TPAKTOBKHU MOJTYUYEHHBIX PE3YIHTATOB —
10 UCCIIEIOBAHUSM TaypHUHA KaK HEMpOMEaUaTopa TOPMOKEHUS U TIIyTaMara u
acrapTraTta Kak HelpoMeauaTopoB Bo30yxkaeHus. MI3BeCTHO, UTO yIE€TIbHBIN BEC
TaypuHa cocTtasisieT oT 17 no 27%, a rmyramara u acnaprara 10-20%. Takum
myTéM BO30YKIAIONME aMUHOKUCIIOTHI TTOBBIMIAIOT AKTUBHOCTH KJIIETOK, &
CJIEIOBATEIHHO, U BCETO MO3Ta. DTO MEANATOPHI 0OAPCTBOBAHMUS, YCKOPEHUS
MBICIUTENBHBIX MponeccoB. K coxalienuto, ciaydaercs, 4To MOpor BO30YKICHUS
CHUYKAETCS CIUILIKOM CUJIBHO, U CJIEICTBUEM MOTYT OBITh JaXke CyJI0POTH.
bokma U.C,, [Ipo3zoposckuii B.b., G.Novarino. Tak:xe Ba)XHbIM OKa3aJIlCh
3HaHUS O AePUINTE AMUHOKHUCIIOT C PA3BETBICHHOM 1LIE€TIHIO Y TTAIUEHTOB C
ayTU3MOM, YTO CBSI3bIBAIM C iepexkToM B reHe BCKD-kuHa3bl.

19 CJAN]L



20 CJIAW], 21 CJIAN
22 CJIAN]

[TockonbKy y OOJIBHBIX ayTU3MOM OTMEYACTCSl YaCTOE HAPYIICHUE CTPYKTYPhI
WJIA U3BMEHEHUU CKOPOCTH CUHTE3a KOMIIOHEHTOB HEMPOMEIUATOPHBIX CUCTEM
(peuentopoB U MEPEHOCUYUKOB) — J10(aMUHEPTUYECKO,
CEPOTOHMHEPTUYECKOU, XOIUHEPruiecKou, rimyramataon, '’ AMK-epruueckoi,
a Takke MeTaboM3Ma HeUPOMETUaTOPOB, CTAHOBUTCS BRICOKOMH()OPMATUBHBIM
MarHUTHO-SIJIEPHAs CIIEKTPOCKOMHUS, METO UCCIIEIOBAHUS XUMUYECKUX
00BEKTOB, UCITOJIB3YIOIINH SBJICHHUE SIACPHOTO MAarHUTHOT'O PE30HAHCA, KOTOPHIN
MO3BOJIIET HEMHBA3WBHO MOJYYHUTh HH(OOPMALIMIO O META00JIM3ME TOJIOBHOTO
MoO3ra.

MCP ro/10BHOT0 M03ra mo3BoJisieT IMAarHOCTUPOBATh:

- paznuyHble 00bEMHBIE 00pa30BaHMs (B TOM YHMCIIE BO3MOXKHO Ipe/ICKa3aHue
THUCTOJIOTUYECKON CTPYKTYPBI OITyXOJIH);

- IEMUCTTUHU3HUPYIOTHE 3a00JICBaHUS;
- a0CIIECCHI;
- SMIUJICIICHIO;
- UIIIEMUIO;
- MeTab0OoJIMYECKHE HapYIIICHHS.
CymiecTByeT KpaTKasi TPaKTOBKA PE3yJIbTaTOB H3MEHEHUH METa0O0JINUTOB.

- NAA (N-ameruaacmaprart) — MapKep KM3HECTIOCOOHOCTH HEUPOHOB,
MIPOU3BOIHOE ACIIAPATUHOBOW KUCIIOTBI. 3HAYUTEIBHOE KOJIUYECTBO
cozepkaierocsi B Mo3re NAA CHUHTE3UpyeTCss MUOXOHAPHUIMU
HeHpOHOBU3AIETHII-KOPEepMeHTa A MpU OMOIIU acnapTar-N-
anierunTpanchepasbl. NAA sSBIsSETCS TOHOPOM alleTHIIBHBIX TPy B
IIPOLIECCE CHHTE3a MUEJIMHA MIHAJIBHBIMU KJIeTKaMU. CHUKEHUE YPOBHS
NAA cunTaercss JOCTOBEPHBIM UHIUKATOPOM HEUPOHATBHOU
JUC(HYHKIMH U THOENIA HEHPOHOB.

- CHudrcenue: IOTEps: HEUPOHOB IIPYU UILIEMUH, INIH03€, JETC€HEPATUBHUX
3a00seBaHusX; oTeps (PYHKIMOHAIBLHON aKTUBHOCTH HEHPOHOB.

- Cr (kpeaTuH) — Mapkep a’dpoOHOT0 MeTabOIM3Ma, XapaKTEePHU3yeT
SHEpPreTU4YecKuii 0OMeH B HelpoHax (siBisieTcs UCTOUHUKOM AT® u



AJ1®). B opranuzme OMOCHHTE3 KpeaTHHA OCYIIECTBISIETCS U3
AMUHOKHUCJIOT INIMIMHA U aprUHUHA, U3 KOTOPBIX 00pa3yercs (B MOYKaXx)
[JIMKOLIMAMUH, METHJIUPYEMbIN 3aT€EM aMUHOKHCIOTON METHOHUHOM (B
nedeHn) 10 kpearnHa. CHUKEHHE YpOBHS KpeaTHHA MOXKET
CBUJETEILCTBOBATh O HAPYIIEHUH IPOLIECCOB MeTunpoBaHus. Kpome
TOT'0, KPEATUH SIBJISIETCS HCTOYHUKOM SHEPIHHU JUIS [TOJIHOLICHHON paboThI
rojoBHOro mo3ra. [Ipuém kpeatnHa y nerei ¢ ayTu3MOM IPUBOJHT K
pa3BUTHIO peun, yiydiennro Menkoit moropuku (KyprWoeller, 2010).

CHudiceHue: OTyXou, HHPEKINH, TUTTOKCHUS, UHCYIIBT.

Cho (x0s1MH) — OKa3aTelb MO3AHETO IIM03a, CBUIETEIIBCTBYET O
(GYHKIIMOHATHHOM aKTUBHOCTH XOJIMHEPTUYECKON CUCTEMBI. X OJIMH
SBIISIETCSI PEIIECTBEHHUKOM XOJUHCOAep)auX (hochoaunuaos B
HEWPOHAX M KJIETKaX TJIMH, a TAKXKE alleTUIXOJUHA B XOJIMHEPTUYECKUX
HelipoHax. XOJIMH HE CHHTE3UPYETCS B KJIETKAaX MO3ra, a OCTYIAET B
HEero u3 KpoBH. Jlepuuut xoiMHa BBI3bIBACTCS HAPYIICHUSIMU B CUCTEME
MeTaboJM3Ma METHIIBHBIX TPYIII, KOTOPBIN TaK)Ke U3MEHSIET CTEICHb
metunupoBanus JJHK u skcnpeccuro renos. Jleduut XoauHa MOKHO
paccMaTpuBaTh KaK MPEIIIECTBEHHUK Mpoiudepaii 1 anonro3a
HEPBHBIX KJIETOK. MeTaboau3M MmyTH X0JIruHa, METHOHUHA U (DOIaTOB
B3aMMOCBSI3aHBbI B IIPOLIECCAX NEPEHOCA METUIIBHBIX TPYIIIT U CUHTE3€
FOMOLMCTENHA U3 METUOHUHA. 110 JaHHBIM SITOHCKUX YYEHBIX, Y
ayTuctoB 10 40% CHU)KEHA aKTUBHOCTD AllCTUIIXOJIMHA —
HelpoMeIMaTopa, mepeIaroIiero HepBHOE BO30YXKACHHE B
BEpETEHOOOPa3HOM U3BWIIMHE, KOTOpas OTBEYAET 3a Paclo3HaBaHUE YEPT
YEJI0OBEUECKOr0 JIMIA U UMEHHO 3TO SBJISAETCS MPUUNHOU
OTJIMYUTEIHHOTO CUMIITOMA ayTU3Ma, KOTria O0JIbHBIE CTPEMSITCS HE
BCTPEYATHCS TIa3aMU ¢ COOECETHUKOM, U30eraTh MPSMOTO B3TJIIsAa HA
JIMLO JPYTOro YEI0BEKa.

Cruoicenue.: HEKpO3, abCIIecc, MUTOXOHIPHAIbHAS ITaTOJOTHS;
Tlosviuenue: OyXoJu.
Lip (munuabl) — MHAMKATOP HEKPO3a U IEMHUEITMHU3AIUH.

Lac (s1akTaT) — MapKep UIIEeMUH, B 3JI0POBOM MO3T€ JlaKTaTa ObITh
HE JOJIKHO. BBICOKME KOHLIEHTPALIMY JIAKTAaTa B TOJJOBHOM MO3Te
BO3HHUKAIOT B PE3YJIbTATE €r0 OYarOBOM MIIEMUH WIIH MPU
MaTOJIOTUYECKHX MPOIIECCax, KOTOPhIE CaMy MO ce0e HEMOCPECTBEHHO
HapymaroT oKucauTenbHbIN MeTabommu3M [IHC. OTMmeuaercs TecHas CBsI3b



MEXKy YPOBHEM THUIIEPIAKTALUIEMHAN U HEBPOJIOTHYECKUMHU
HapyueHusIMU. [[oBbIlIEHNE YPOBHS JIAKTaTa U CHUYKEHHUE POBHS
KpeaTMHUHA CBUJETEIBCTBYET 00 UIIEMHH, 00 SJHEPreTUUECKOM
HEJIOCTATOYHOCTH B TOJIOBHOM MO3T€.

GIx (rimyramar ¥ riayraMuH) — BO30y:KAar0Ui HEUpoMeIuaTop.
Hakonenne B CHHAaNTUYECKOM 1IEJIM BBICOKMX KOHIIEHTPALUK
IIIyTAMUHOBOM M acriaparuHOBOM KUCJIOTHI 00YCIOBIMBAET
nepeBo30yKIeHUE TIyTaMaTHBIX perienTopoB. [loBbIllieHUE YPOBHS
rIyTamaTa B TKaHSX TOJOBHOI'O MO3Ta XapaKTepHU3yeTCs HapylIEHUEM
HHEPreTUYECKOro MeTadom3ma (aKTUBalKen TIIMKOJIN3a,
nuckoopauHanuent B nukiie Kpedca, TopMoxeHueM GyHKIIMOHUPOBAHUS
nbpIxarenbHou nenu, Aepunurom ATD), ycunenuem BbIOpoca
BO30YXKIAIOIINX aMUHOAITUAEPTUUECKUX HEHPOTPAHCMUTTEPOB,
Pa3BUTHUEM IITyTaMaTHOW SKCAUTOTOKCUYHOCTHU U «IIIOKOBBIM» IIPUTOKOM
Ca++ B HEHPOHBL.

ml (MHOMHO3UTOJT) — IPOJIYKT AeTpagallii MUEIIHHA.
CHuodrcenue. onyXxoiu;
llosviuenue: pacCessHHbIN CKIIEPO3.

MuonHO3UTO HEOOXOAMM JIJISl TIOJIEPIKKH HEHPOHAILHON (YHKIIUH,
BKJIFOYAsl CHHANITUYECKYIO MIEpeiady U OCYIIECTBICHUE (PU3UOJIOTMUYECKUX
3 (HEKTOB TaKUX HEUPOTPAHCMUTTEPOB KaK CEPOTOHUH, 10()aMUH,
['AMK, neitpomenvs. [Ipon3BOaHBIE MUOMHO3UTOJIA TAKKE
obecnieunBaroT s3HepreTudeckuit MeradoausM B LIHC (uepe3 yuactue B
KacKaJle peLenTopa NHCYJIMHA) U BOBJICUEHBI B 3aLIUTY HEHPOHOB OT
KJIETOYHOT'O CTpeCcca JeTer ¢ ayTU3MOM U ayTUCTUYECKUMU
HapyLIEHUAMH NoBeAeHuA. [IpoBeneHne MarHUTHO-PE30HAHCHOMN
CHEKTPOCKOIMH I'OJIOBHOI'O MO3ra U BBISIBJIEHUE META00INYECKOTO
nucOallanca OTKPHIBAET HOBBIE HAIIPABJIEHUS YCIEIIHOIO JIEUYEHHUS.

CJIAHMJI 23, CJAM 24

CJIAM ]I 25 TIprBoanM Hamie HaOIIOICHHE
CJIAM] 26, CJAM] 27, CJAAM] 28.
CJIAM]I 29-38



B Hacrosimee Bpems Bc€ 0oiiplee pacnpOoCTPAHEHHUE MOTY4YaeT TECT
23andme, KOTOPBI MO3BOJISIET HEMHBA3UBHO (CJIFOHA) TTOJTYYUTh
uHpopmanuio o 289 nonumopdumMax pa3IMuHbIX CUCTEM:

- CHCTEMaA ACTOKCHKAIUH,
- ITaHCJIb MCTHJIAALIUH,

- monuMop(dU3MBI, aCCOIMUPOBAHHBIC C PACIIETNHAMU BEpXHEHN TYOBI U
HEOa;

- QJUIEProJIOTMYECKas MaHeb;

- nonumMopdu3Mbl UMMYHOTII00YNMHOB A, E 1 G;

- noauMop(U3MbI T€HOB CBEPTHIBAIOLIEH CUCTEMBI KPOBH;
- NoaUMOp(U3MBI, aCCOLMUPOBAHHbBIE C LETUAKUEH;

- moJuMOp(dHU3MBI, aCCOITMUPOBAHHBIC C 3200JICBAaHUSIMH IIIUTOBUIHOM
JKEJIE3bl;

- monuMOp(U3MBI, aCCOITUUPOBAHHBIC C OPTATHBMOJIOTUUECKON
MaTOJIOTUEH;

- monuMop(dU3MBI, CBSI3aHHBIE C MUTOXOHIPUATHLHON TUC(YHKITUEH;
- JIpyrue UMMYyHHBIE€ (DaKTOPHI;
- noauMopdu3Msl cysibGoHOTpaHCHEpasHl.

CJIAM] 39

[IpuBOoaMM Haile HaOJIK0AeHHE

CJIAU/ 40-49 [TonosHUTENBHO OBLIO MPOBEICHO MOJEKYJISIPHO-
reHeTHYeCcKoe uccienoBanue — tect 23andme. DTO MO3BOJIHIO
pacuMpuTh paHee PEKOMEHIO0BAHHOE JICUCHUE.

*  YuurbiBasi BbIsIBJI€HHbIE HOJII/IMOp(l)HbIe BapHaHTbI I'€HOB, ObLIH
JAAHbI TOMOJHUTEJIbHBIC PEKOMCHIAIINN

B Heckonpkux renax I ¢as3wl nerokcukaruu (CeMeicTBO UTOXpoMoB-450)
BBISIBJICHBI MOJTUMOP(GU3MBI B TOMO3UTOTHOM COCTOSIHUH, YTO TOBOPHUT O
CHMIKEHHOMU CIIOCOOHOCTH K 00€3BPE)KMBAHMIO U BHEIITHUX U BHYTPEHHUX
(cobcTBennbix) TokcuHoB. Ho, B renax Il ¢aswr netoxcukaru (GSTM u NAT)
MOJIMMOP(GU3MOB B TOMO3UTOTHOM COCTOSIHHH HE 00HapyxkeHo. [Tommmopdu3mer



B IreHax cynepokcuaaucMmyTasbl (SOD) yacto accouuupyercs ¢
HEBPOJIOTUYECKOUN MaToJIorueH (OmsaTh e TOKCUUECKOTO TeHe3a). Y YuThIBasl,
yto B reHax GST npakTuuecku He BBISBICHO MOJIUMOP(PU3MOB, HEOOXOIUM
npuéM IrIyTaTHoOHA, T.K. CUCTeMa MoJipa3yMeBaeT 00e3BpeKMBaHNE HK30T€HHBIX
TOKCHUHOB Y€PE3 CBI3BIBAHUE C TIIyTaTUOHOM. KpoMme Toro, T.K. y MajJpyuKa
CTpaJaeT NEPBUYHOE 3BEHO JIETOKCHUKALUH, TaHbl PEKOMEHIALMH 10
MaKCHUMAaJIbHOW 3alllUTe OpraHu3Ma OT BHEITHUX TOKCHHOB (MCKJIFOUHUTH U3 ObITa
XUMHUIO, CHHTETUYECKUE MaTepUalibl, TPUOOK (€Cl €CTh B KBapTUPE),
IUTACTUKOBYIO Tapy, I'eJiv U IIAMIIYHH JUIs Aylia U T.1.).

e [lomumopdusm F11 B roMO3UTOTHOM COCTOSIHUH - (DaKTOP CBEPTHIBAHUS
XI BMecTe ¢ kanbleM akTuBupyet cieayomui, XII ¢pakrop, moatomy
HEO0XO0UMO KOHTPOJIMPOBATh YPOBEHb KAJIbLU KPOBHU U HE JI0ITyCKaTh
€ro CHWKeHus (y MaJIbuMKa B aHAMHE3€ HOCOBbIE KPOBOTEUEHUS, YACTO
OIIpENEISIICS HU3KUI YPOBEHb KaJIbLUs B KPOBH).

3. [Tomumopduszmel reHa FUT2 B roM03UroTHOM COCTOSIHUW TIPUBOJIAT K
3HAUYUTENIBHOMY YXY/AIICHUIO BCAaChIBaHUs BUTaMrHa B12 B kumieuyHuke,
MOATOMY TPU CHIKEHUHU ypOBHS BUTaMuHa B12 B kpoBH, peOEHOK JOKEH €To
MOJIy4aTh B HHBEKIIMOHHOU popme.

* T'omozurotHsIi nonumopdusm rena SHMT?2 yka3piBaeT Ha
MUTOXOHApHANIbHYI0 TuchyHKkuio. Kodaktopom dpepmenTa sBisieTcs
nupuaokcaiib-pocdar, KOTOpbIi BBEIEH B CXEMY JIEUEHUS TTOCIIE
OIIPE/IETICHUS €T0 YPOBHS B KPOBH (BBISIBJICHO CHUKEHHUE).

e 5. [Nomumopdusm rena HLA, cBsizaHHOTO C 1eMakueii, moTpedoBao
OTrpaHUYEHHE TTIOTEHCOAEPKAIIUX TPOAYKTOB B TUTAHUU (YPOBEHb
AHTUTJIMAJUHOBBIX aHTUTEN U AHTUTEN K TKAHEBOW TPAHCTIIyTAMUHA3E B
HOpME).

6. [Tomumopdusm rena NDUFS8 B roMO3UTOTHOM COCTOSIHUM — Ha3HAYCH
npenapart yonxunona (koduzuma Q10).

CJIAW] 50

B Teuenue nocneayronero Mecsia Je4eHHs CUe3IU CTEPEOTUITHH, CTall
BBITIOJIHATH MPOCKOBI (O0sIee MPOCThIE), HA4all 0CO3HAHHO TOBOPUTH HECKOJIBKO
IPOCTBIX CJIOB.

CJAH] 51



Hcrnonp30BaHue CyMepIIO3UIIMOHHOTO AIEKTPOMArHUTHOTO CKAaHUPOBAHUS
MO3BOJISIET OLICHUTHh AaHATOMUYECKYIO CTPYKTYPY TOJIOBHOT'O MO3Ta U
pacrpejeneHue MeTaboauToB 0e3 nmpuMeHeHust ooei anecresuu. Kpome toro,
BO3MOJKHO OIpeieJICHIe aKTHBHOCTH ()EPMEHTOB JBIXaTeILHOMN IEIH, YTO B
COBOKYITHOCTH JAaéT BO3MOKHOCTh BBIPA0OOTATh aJIEKBAaTHYIO HHANBUIYAITBHYIO
CXEMY JICUCHHSI.

C.JIAFII[ 52, 53 IlpuBoaum HaOIIOICHHE.
CJIAM ]I 54-56.

CJIAM]L 57 unraio.

CJIAM] 58,59.



