feHeTMueckue nonmmopdmUsmbl
"
aKywlepcKue pUCKHu

3aB.KypCcoOmM meanumnHCKou reHeTnkmn ®reoy
COITMA M3 P®. AOUEHT, K.M.H. aKyLlep-
rMHeKoNor, reHeTUK [eToeBa 3a/1MHa
Ka3zbekoBHa



XusHo U 3a0posbe

CnyyaiiHble
OKpyXaouwan »
cpeaa
feHOTUN
Bo3peicTBue I

daKTOopbI
«Mbl MO cem monbKo npedcKazameo 8eposmHOCMb mo2o, Ymo UHOUB8UOd
6ydem secmu cebs HeKomopbim onpeodesneHHbIM 06pazom»
JUHLWITENH

-



deHOTUN U reHoTUN

®deHotun (0T rpey. phainon - 0bHapyXunBatoLLMIA, ABAAIOWMINCA N typoOs -
oTne4yaToK, obpasel) - o6o3Ha4YaeT BCHO COBOKYMHOCTb MPU3HAKOB
KOHKPETHOro opraHm3ma

leHoTUn (OT rpey. genos - poa, npoucxoxkaeHune u typos — obpased,
OTNEeYaToK) - COBOKYMHOCTb BCEX HAac/NeACTBEHHbIX paKTOpOB OpraHM3ma



TeaTp TeHeun

YmoyHsalime 3Ha4yeHue €108, U 8bl u3basume mup om
nosoe8uHvi 3abayxcdeHul

HAdekapm

Bce obweKknnHnueckue uccneaoBaHua B MeAULUHCKOM NPaKTUKe — aHanu3
deHoTUNA B onpeaeneHHbI MOMEHT BpeMeHu

[eHOTMNMpPOBaHUE — aHANN3 HYKNeoTuAHOU nocneposartenbHoctu AIHK



lfeHeTUYecKMU noammopPusm

» leHeTnuyecknit nonmmopdpusm - cocyL,ecTBOBaHUE B nNpeaenax
noNynauumn ABYX UM HECKOIbKUX Pa3/INYHbIX HacneacTBeHHbIX dopm,
HaXoAALMUXCA B ANHAMNUYECKOM PaBHOBECUN B TeYEHUE HECKO/IbKUX U
AaXXe MHOTrMX NOKONeHUM.

» Pa3nunyHble BaAPWNaHTbl OAHOIO reHa Ha3blBAOTCA a/1/1€/ibHbIMU
BAPNAHTAMWU UTN aNNENAMMN.

» PasHble annenm moryt MMeTb pasHoe GeHOTUNNYECKoe NposaB/IeHNE



deHOTUNUYECKME NPOABNEHUA FTEHHOrro
noammopodusma

bEeHOTUNMYECKM HE BbipaXKeHHble (Hanpumep, NoAMMOpPPHbIE YYACTKU
NHK, ncnonbsyemsbie ana naeHTUGUKALNUN TNYHOCTUN MONEKYNSPHO-
reHeTUYeCKUMMN MeToaaMM);

Bbi3blBatoLLMe peHOoTUNNYECKMe pa3nnuma (Hanpumep, B LiBeTe BONOC
NN POCTE), HO HE NPeApPacno/IOKEHHOCTb K 3ab0neBaHUIo;

UrpatoLLie HEKOTOPYIO POJib B NaToreHese 3abonesaHuA (Hanpumep,
NPW NOAIUTEeHHbIX 6oNe3HsAX );

UrpatoLLe oCHOBHYO POJ/ib B pa3BUTUKN 3ab01eBaHUA



3abonesaHun, cBA3aHHbIe C FreHETUYECKUMM
aAedeKkramm

 HacnepcrseHHana 6one3Hb — 60ne3Hb, A1 KOTOPOW 3TUONIOTUYECKUM
dbaKTOpOM ABNSAETCA reHHaA, XPOMOCOMHAA UAMN FTEHOMHAA MyTaLuA.

 MynbtudakropuanbHblie 6onesHun
(BonesHu ¢ HacneacTBeHHO npeapacnonoxentoctbio) — OONI€3HU, KOTOPbIE Pa3BMBAOTCA B
pe3yibTaTte B3aumoaencTemna onpeaenéHHbiIX KOMOMHaUMM anneneu
PA3HbIX OKYCOB U crieumnPmnyeckmnx Bo3genctsnimn ¢pakTtopos
OKpYXatoLlen cpeapbl.



=~ L~

[1BoncTBeHHaa npupoaa mynbTudakropuarnbHbIX 3aboneBaHNN

[eHeTU4YecKue hakTopbl
[Tonosble pa3nuuns
JTHUYECKME pa3nnuns
Ponb KpoBHOro poacTea

KOHKOpAAHTHOCTb
bnusHeLos

CeMelnHoe HakonneHue

2.

CpenoBble (haKkTopbl
['eorpaduyeckme pasnuyms

CouuarnsHo-3KoOHOMUYEeCKNE
pa3nuuns

Ce30HHble KonebaHus
3a001eBaeMoCTH

[lonroneTtHue konedaHus
(LIMKNUYHOCTB)

CocTosiHWEe MaTepy



STAMbI PEA/IMSALIUU NTEHETUMECKOA UHO®OPMALIMM B KNETKE  AHK -> PHK -> BEJIOK
PEMVIMKALUA
TPAHCI(lPMnI.IMﬂ
nPOLIECCMHI'
TPAHCAAUUA
¢OIIlAMHI'

benkosas uenb

PHK

lfeH



My'ra LLMUA — usmeneHune B HacneacTseHHbIX cTpyKTypax (AHK, reH, Xxpomocoma, reHoM).

MyTtauuamm Ha3biBalOTCA CKa'-IKOOGPaBHbIe “u yCTOVI‘-IMBbIe nimeHeHmAa eguHULY HacneaCcTtBeHHOCTU

reHHaa — M3MeHeHue Noc/ef0BaTe/IbHOCTU HYK/1e0TUA0B B
onpeaeneHHom ydyactke monekynbol AHK;

— CTPYKTYPHAA — NpuBOAALLAA K MPOTAKEHHOMY
(MyNbTUHYKNEOTMAHOMY) AePEKTY reHa;

— TouKoBasna (toueuHan, SNP) — 3aTtparmsatowas oaunH

XpOMOCOMHaA — Ntoboe HapyLleHne CTPYKTYPbl XPOMOCOM
(neneHus, gynamkauma, HBepCcuA, TpAaHC0KaUms).

reHoMHaAa — nameHeHmne 4Hncsia Xxpomocom
— noamnaonagmnAa - KpatHoe ranJiongaHomy 4Ymcny
— aHeynaonama - HEKPATHOE



SNP (Single Nucleotide Polymorphism)

- 3TO O4HOHYKNeoTuaHble no3unumnmn B reHomHou AHK, ana
KOTOPbIX B HEKOTOPOM NONYAALUN MMEIOTCA Pa3/INyHble
BapuaHTbl NocaegoBaTenbHocTen (annenun), npnuém peaxkum
annenb BCTPeYaeTca C YaCTOTOM
He meHee 1% X

* [lo pa3znu4yHbIM ouyeHKam 8 2ceHome Yyesnoseka 3 - 10 munauoHos SNP.

[eHeTnYeCcKnm NonnMMmopePm3m - CoCcyLLeCTBOBaHME B nNpeaenax
nonynaunumn AByX Nan HECKONbKUX PA3/INYHbIX
HacneacTBEHHbIX GOPM, HAXOAALWMXCA B AUHAMNYECKOM
PAaBHOBECUM B TEYEHNE HECKOIbKUX N AaXKe MHOTMX
NMOKONEHUMN.



MynbTudakropmanbHana NaToNnorun

»leHeTnyecknin nonmmopdusm CBA3AH c onpepeneHnem
npeApacnosioXXeHHOCTbIO K pa3BuUTUIO 3aboneBaHUA

>3abonesaHune Bo3HuKaet npu B3SAUMOJENCTBUU pasnuuHbix paKTopos
(reHeTUUYECKNX U HereHeTUYECKUX)

»0pauH nonnmopdunsm moxxeT bbiTb cBA3aH
C PA3HbiIMWU 3ABOJIEBAHUAMMU

»Pa3Hble ¢paKTOpbI BAUAIOT HA pa3BuTUe 3aboneBaHun
NO-PASHOMY

>Pa3sHble paKTopbl BAUAIOT Ha pa3BuTue 3abonesaHua C PASHOU
CUNOoNn



Kakue ¢paKTopbl BHewHeN cpeabl
MOTYT NpeTeHa0BaTb Ha po/b
rNasHbIX NPUYUH
NporpeccupyloLLLero pocra
3abonesaemoctn Md3?

a







BO3MO)XHble MEXaHU3Mbl pa3BUTUSA NaTOJIOrUMN
6epeMeHHOCTU NpPU r’MNepromMoLnucCTeMHeMum

foMouuCcTeuH

Tpomb03 cocyaoB
BackynuTol

HapyLlueHne MaTo4YHO-NIaLEHTApPHOro
N peTonnaueHTapHOro KpoBoobpalleHus

CamMonpoun3Bo/bHbIA abopT
BHYTpuyTpobHas 3aaepxkka pa3BuTus naoaa
BHYTpnyTpobHasi rubenb nnoaa
OTcnovka niaueHTbl
[[ecTo3, npeaknaMncus
[MnaueHTapHash HeAOCTAaTOYHOCTb

YpoBeHb romoLmcTenHa B KpoBu 06paTHo
MIPOrOPLNOHAIIEH MACCEe /1043 M HOBOPOXKAEHHOIO

Mnoukuin A.P., HaymoB A.B., EropoBa T.tO. FOMOUMCTENH 1 BPOXAEHHbIE MOPOKM Pa3BUTUS MoAa. B usgaHum: KnuHuyeckue acnekTbl runepromMoumcrenHemMun. MoHorpadus.Moa obei
pepakumeit B.A. CHexuukoro, B.M. MbipoykuHa. FpoaHo. MprMy, 2011, 224-273

Benobopoaosa, E.B. lMnepromoumcTeMHEMUA U OCNOKHEHNUA. BEpeMEeHHOCTU:

asToped. Auc. ... KaHa,. mea. Hayk / E.B. Benobogosa. — M., 2005. — 19 ¢



MpeApacnonoXXeHHOCTb K r’MNepToHUMU Npu
6epemeHHOCTH

| semmwanec |
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[eHbl, cBA3a
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CuHeprusm TpomboduamnyecKkmux coctoaHum

*Makayapua A.[l. Tnoombogunuu 8 akywepcKoli u
2UHeKos02u4ecKol npakmuke Pycckuli MeduyUHCKUU #ypHan-
2006z2.



Pe3ynbraTbl reHOTUNUPOBaAHUA

K.31rog . bep-tb 12 b. 24 roga bep-Tb 25

NreHHBIM NoaMmopd ram

HeA. HEA.

ITrrazsvierrHoe 36€eH O JeNMOCTI ST

Ceep ol 6 droiidd CHCHte M ld

F2: 20210 G=A (DakTtop |l MpoTporMGIH_) GG SiIG
F5:  MNepmgeHd myTaumMa, 16971 G=4 (Argalcsin

(DakTop VW) S/IG SIG
FGEB: -455 G=A (DakTtop |, DnGpuHoreH beta- GG c/c

cyBregrHuua, F1)

i CHEEAL T HﬁH T T T

SERPIME1 (FAl-1). -G73 9G>=4G (FHM1g1Top

arkTHBaTOopa NnasmMuHoreHa Tina l) SG/4G SG/4G
TP ovoounm dpHee 368H0 JeMOCTRasa

ITGAZ2: G807 S=T (F224F) (rlMuronpoTerd Ja (Wia-2

recepton) c/c c/c

ITGB3: 1565 T=C (L33FP) (TMukonpoTeunHllla

(SRpIA). nHTerpmH SeTa-3 (TRoMOQLIMTaRHE, T/T T/T

peusenTop dHMSpHHOreHa))

Teror (Pepriernrnos Porarnrioeso iR id

MTHFR: G777 C>T (MeTunnedreTparnapo-doonart (od | B CIc
pelyvKETaza)

MTHFR: 1298 A>C (E420A) (MeTuleHTeTparuapno-

chonart peayKIasa) AlC ALA
MTR: 2756 A=>G (D919G) (MeTHMOHWMH CUMHTA3A) SIS AdA
MTRR: 66 A=G (I122M) (MeTy 1H=Ck - CIC A

PpeOvETaza)




BHYTpUKAeTOuUHbIN meTabonusm donartos

Uukn ponara Unkn SAM
donuesan
Kucnora CH,
MEeTUOHUH
Terparngpodonar

S-aAeHOo3uH-

METUOHUH
MeTun-tetparugpodonar -

fomouuncreuH *CuHTte3s AHK n PHK
*O6bmeH 6enkos

*0ObmeH aunupos
*MetununposaHue A HK




donatbl — 06sA3aTeNnbHOE Ha3Ha4YeHue.
A L L LB LD L L

Ana npocdunaktuku OHT, apyrux nopokoB pa3BUTUS U OCNIOXKHEHHOIO TeYeHUA 6epeMeHHOCTU BceM 6e3
MCKITIOYEeHUS XXeHLWMHaM, FOTOBALWMMCSA K 3a4aTUio, He06XxoaAMMO B TeyeHue 3 Mec NpeKoHLenuMOHHOro nepmoaa
M KaK MUHMMYM Ha NpoTskeHUM | TpumecTpa rectaumm npuHMMaThb honaTtbl (ONTUMaribHO B cocTaBe
c¢onatconepxawmx komnnekcos) B ao3mpoBke 400-800 mKr/cyT.

B rpynnax Bbicokoro pucka AHT no3sa gomkHa 6bITb yBenu4yeHa Ao 4000 mkr/cyT (noa KOHTponeM coaepxaHusi
romoumcTenHa B KpoBHM).

HeHa3HauyeHue chonneBon KUCNOTLI, NpeanucaHHON nopsgkaMu oKkasaHusa MeauLUMHCKOM NOMOLLU U
KITMHUYECKUMUN peKOMeHAaUuMAMN, pa3paboTaHHbIMU U YTBEPXKOAEHHbIMU B COOTBETCTBUM C YacTblo 2 CT. 76
®depnepanbHoro 3akoHa ot 21.11.2011 Ne323-®3 «O6 ocHoBax oxpaHbl 340pOBbS rpaxaaH B PP», npuuncnsaioT K

nedekTamMm okazaHMA MegULUHCKOW NMOMOLLU.

Ha3HauyeHue chonueBon KNCNoTbl MyXxuuHe B nporpammax NN MmoxeT 6bITb YMECTHO B Clly4yae HapyLleHUMn



MeTtadonun (metundonar) — aktusHaa popma ponmesoit KUCNOTbI NO3BONAET
obecneuutb ponatamu 60NbLIMHCTBO XHEHUWUH BHE 3aBUCUMOCTH OT
nonumopdusma rena MTHFR

donunesana KMcNoTa (MetadonuH)
(MMwa, BUTaMUHHbIE NpenapaTbl) 5-MetunteTtparngpodonat
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5-MeTuntetparugpodonar 5-Metuntetparngpodonar

Scaglione F., Panzavolta G. Folate, folic acid and 5-methyltetrahydrofolate are not the same thing. Xenobiotica. 2014 May;44(5):480-8.



INEBUT — IMHENKA U3 TPEX BUTAMUHHO-MUHEPAbHbIX
KOMM/IEKCOB, KOTOpana npeasiaraeT UHAMBUAYA/IbHbIN

NOAXOA, K KaXKA0M KEHLIUHE 1 3a60TUTCA O POXKAEHUNM
310p0OBOro pebeHkKa

MnaHuposaHue u 1 Tpumectp

bepemeHHOCTb
2-3 TpumecTpbl

KopmneHue

C OCNNOXXHEHHbIM aHaMHe30M

[AnA )KeHwmH

OC/IOXXHEHHOro aHamHe3a

[NnA KeHwmH bes

\_

Anesut lNpoHaTanb

it

Anesut 1

it

dnesurt lNMpoHaTanb ¢ NepsbIxX
OHEel U Ha NPOTAXKEeHUU Bcen
6epemeHHOCTH
noagepKuBaert NpaBuibHoe
pa3Butue pebeHKa, T.K. UMeeT
nonnyto! dopmyny c 800 mKr
donmeBon KUCNOTHI
BUTaMuHamu D, E n xenesom.

dnesut MNnaHupoBaHue u
nepsbiii Tpumectp? 3abotutca o
npasuabHOM GpOPMUPOBAHUM
OpraHoB u cuctem pebeHka ¢
nepebix gHeli 6epeMeHHOCTH,
T.K. B OT/IMYME OT APYrHX
Komnnekcos?), umeet hopmyny c
400 mkr metadponuna?), iiogom n
Kenesom.

J

dnesut MNpoHaTtanb

it

dnesut MNpoHaTtanb
noAAepXKUBaET NpaBu/bHOe
pa3BUTHE CUCTEM M OPraHOB
pebeHKa , T.K. UMeeT MOo/IHYI0
dopmyny!) ¢ ButammHamm D,
E v xxenesom

\_

J

Onesut KopmneHue

it

nesut Kopmnenne? —
¢dopmyna c BATAMUHaAMU U
MUHepanamm ycuneHHas
opom, xxenesom u Omera-3,
ANA NOAAEPKKM MaTepu U1
pebeHKa

3) B nepecyeTte Ha Gpoamesyto Kucioty 4 MmeroT perncTpaumoHHbIi cratyc «bAL»

1 Mog nonHoit Gopmynoii NogpasymeBaeTcs Handme B cocTase 12 BUTAaMUHOB M OCHOBHbIX MUHEPAJIOB, HEOBXOAMMbIX MaTepu U pebeHKy
2 Mo pesynbTaTam UccnenoBaHusa nposegeHHoro 3A0 ICM rpynn no cocToaHuio Ha asryct 2017




feHOTMNUpPOBaHMeE npu 6epemeHHOCTH —
4yTO AenaTtb ganbuue?

AnarHocTuka
obweKnnmHnuecKkoe obcneposaHue!
Mepauko-reHeTUYECKOe KOHCY/IbTUPOBaHUe
MNpepacKkasatenbHaa meguumHa
OnpepeneHune pUcKa pasButua myabtudaKkropuanbHbix 3aboneBaHumn

OnpepeneHue reHetuyeckom NPEAPaACNO/I0KEHHOCTU Il
(«cunbHOro» u «cnaboro» 3seHa)

MporHos
Tepanus
OnpegeneHune BeayLlero natoreHeTUYECKOro 3s8eHa

Bbi6bop Tepanuu

NuausuayanbHbii nogbop!!!tii!
UaeHTudpukauyma
[eHeanorua



CpasHeHMe reHeTUYecKuX U obLeKIMHUYEeCcKUX uccneaoBaHuni

O6LweKNMHNYEeCcK1e nccneaoBaHus ; leHeTMUYecKue uccnegosaHus

Koraa npoBoautb uccnepgoBaHusa ?

= . —
CUM6OUMOTHbIE U K L‘lTO nOﬂ\/‘—Iae[\/\ ?
naToreHHble
MWKPOOPraHu3mbl ,+:' f \

BpoXXAeHHble nHausuayaabHble

UHdopmauma guymem COCTOAIHUM
0cobeHHOCTN OpraHu3ma

OpraHn3Ima
kmmuqecxue BeLI.I,eCTBaJ
Mopdonoruyeckme
Crporo onpepeneHHble

YyBCTBUTENBHOCTb U
BpemMeHHble paMKu

ANArHOCTUYECKaA LEeHHOCTb
(umpkagHbie puTmb!) 3aBMUCAT OT CTaauUMU

3aboneBaHua

\ y
Y

Uccnepgyemble noKasaTenm NU3MeHATCA BO
BpemeHu

MNpeamnnaHTauMOHHaA AyTONCUAHDBIN
AWNArHoCTUKa martepuan

lfeHOTUN ABNAETCA BPOXKAEHHbIM U HE MEeHAeTcA B
Té4YyeHune XXU3sHu

Uccnepayemble noKasatenu

|
|
|
|
|
|
|
|
|
|
|
|
|
|
|
|
|
|
|
|
; NOCTOAHHbI



OTKpbiTHUE reHeTUYECKOU UHPOopMaLmum o noaumopdpusmax u akyLiepckme
PUCKM

e CyLlecTByeT Ype3Bbl4alHO BbICOKUM YPOBEHb MHTEPECA K reHEeTUYECKOMY
TECTUPOBAHMUIO NPEAPACNONOKEHHOCTU K LUIMPOKO PacnpOCTPaHEHHbIM
3a601eBaHUAM

e OXXunpaHumsa ot BO3MOXXHOCTEN reHeTU4YeCcKoro TeCTMposaHUA CU/IbHO 3aBbilU€eHbl

F BONbLIMHCTBO TECTOB He NpeAHa3HauYeHbl AN1A NPUMEHEHUA Y 340POBbIX 1l04el
F Yem 60nbLue TECTOB BbINONHAETCA, TeEM 60/1bLLe BEPOATHOCTb 0OHAPYKUTb, YUTO KYTO-
HUbyab He TaK»

e[lcnxonornyeckue PUCKUN HE ocobo 6OI'IbLIJME, HO BCE XKe

*HeHy)XHble MeaANLMHCKME MaHUNYyNALUK NPKU 6epeMEHHOCTM
PPPPPRPPPRRRRRR PR Y?

TecTMpoBaHMe Ha NOABEPKEHHOCTb PUCKY OCAO0XCHEHUli npu
b6epemeHHOCMU MOXCHO NPOBOAUTb TONIbKO Y YKEHLLUH C

reo3ab HA AOPOTE - BEPEIN KOJECA



«MpeanKTUBHOE reHeTUYecKoe TecTupoBaHUe: HayKa, meauuuHa n obuiectso»

Hayka:

B CyuiecTtByeT ocTpas Heobxoa4MMOCTb NPOCMNEKTUBHOW Bannan3aunm reHeTUYECKUX NaHeneu,
NCNO/Ib3yEeMbIX A1 OLLEHKWN PUCKA, A TaKKe naydyeHmne spPeKToB OTKPbITUA rEHETUYECKOMN
NHGOPMALMK: BAUSHMNE HA U3MEHEHME 06pa3a XKU3HU, NCUxonorndeckme spdeKTol.

MeouyuHa:

B (naBHbIM GAKTOPOM, KOTOPbIN MOXKET NOBAUATb HA PeLlEeHNE NPONTU FrEHETUYECKNIN TECT,
ABnAeTcss 6€CNoKONCTBO O COCTOSIHMM 340POBbA

E lcchegoBaHMA NOKasanu, Yto MCUXONOTNYECKUN BPEL OTKPbLITUA reHeTU4eCcKou I/IHd)OpMaLI,I/II/I He
O4eHb BE/IUK U MOXKET KOPPEKTUPOBATLCA TPAMOTHbIM MeAUNKO-TEHETUYECKUM
KOHCY/1IbTUPOBaAHUEM

F b0o/IbLWLIMHCTBO cywectByrownx Ha CEI'O,EI,HFILLIHVIIZ AeHb reHeTu4eCKnX TeCtoB He npegHasHa4eHbl
ANnAa Ncnosib3oBaHUA 340PpO0BbIMU IO AbMU

B Hu3kue npegnKTMBHbIE BO3SMOXHOCTU CYLLLECTBYIOLLMX TECTOB TPEDYIOT FPAaMOTHOWM
UHTepnpeTauum n yyactms Ml KOHCYNbTaHTOB



bJarogapio 3a BHUMaHue!



