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OCHOBBI MOJIEKYJISPHOU TEHETUKU U
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OKCHOHEHIMAIbHBII POCT CBEJICHNIT B 06/1aCTV MOJIEKY/IAPHOI TeHETUKM 1 PACTYIIVIT CIIMICOK TeHeTUYeCKON TePMIHOIO-
TUJ MOTYT JIETKO 3aIlyTaTh Bpaya, He MMEIOIIETo CIeIaNnbHOl MOTOTOBKI. B cBA3M ¢ aTUM, Ijebio paboThl ABUIACH MOIIbIT-
Ka BOCIIOJIHUTDH HeJOCTalollVie 3HaHUA y IPAaKTUYeCKUX Bpadeil 10 MONEKY/IAPHOI TeHeTHKe, a TaKXXe IMPOJEeMOHCTPUPOBaTh
TOCTIDKEHMA M IIPAKTUYECKYI0 3HAYMMOCTb F€HEeTYEeCKOTO TeCTVPOBAHNA B OLIeHKe 3/J0POBbs XKEHIUHBL B paboTe ykasaHb
OCHOBHBIE IIOHATHUA MOJIEKY/LAPHOI TeHeTUKY (HAaC/IeICTBEHHOCTD Y M3MEHYMBOCTD, FeHOTUII 11 (PEHOTUII, JOMUHAHTHBII U pe-
[[eCCUBHBIIT T€HbI, TOMO3UTOTA 1 TeTEPO3UTOTA, MOHOTEHHO-00YC/IOB/IEHHbIE I ITONUTeHHble GoIe3HN U T.4.). [IpencTaBieHst
reHeTn4ecKue GaKTOpPBI I UX POJIb B [IATOTeHe3e TaKUX 3a00/IeBaHMII KaK OKMpPEHMe ¥ CaXapHbIl AnabeT, OHKOIOTMIEeCKIIe
3a00/IeBaHNs, B TOM YNC/Ie aKTYa/IbHbIe [T KEHIIMH PaK MOIOYHOIL JKe/esbl U SIMYHMKOB, TPOMO0GIs, MMerolast IIopoit
K/II0YeBOe 3HaUeHe [IPY IaTOTIOrNN 6epeMeHHOCTI, OCTEOII0PO3, KOTOPBII 0COOEHHO OIaceH Ji/isl KeHIIMH I0CTMEHOay3a/lb-
HOTo Iepuoyia. BHenpeHye B KIMHNYECKYIO IPAKTUKY METONOB MOJIEKY/IIPHOI T'eHeTUKIM OTKPbIBAeT HOBbIE BO3SMOXKHOCTM I/
HOBBILIEHN KaueCTBa MeULIMHCKYX YCIYT U yBenudeHns ¢ dekTuBHOCTY pabOTHI Bpaya.

Kniouesvte cnosa: MoneKynsspHas FeHeTHKa, MYTALUM, TIOJINTeHHbIe 3a00/IeBaHN, KeHIIVHBIL.
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Exponential data quantity growth in the field of molecular genetics and genetic terminology growing list can easily confuse
the doctor who doesn’t have special preparation. In this regard the article purpose was the attempt to fill missing knowledge of
molecular genetics at practical doctors and also to show genetic testing achievements and practical importance in woman health
assessment. The basic molecular genetics concepts (heredity and variability, genotype and phenotype, dominant and recessive
genes, homozygote and heterozygote, monogenic and polygenic illnesses, etc.) are specified in the work. Genetic factors and
their role in pathogenesis of such diseases as obesity, diabetes mellitus, oncologic diseases including actual for women breast
and ovaries cancer, thrombophilia that have key value at pregnancy pathology, and osteoporosis which is especially dangerous
for post-menopausal period women are presented. Introduction of molecular genetics methods in clinical practice opens new
opportunities for medical services quality improvement and doctor effectiveness increase.
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BBegenne

Ioc/efHee BpeMs TeHeTHKa clienana CylecTBeH-

HBI/l IPBDKOK: B MEAMLUMHCKYIO IPaKTUKY ObUIN

MpUBHECEHbl HOBbIE 3HAHNA M MePCHeKTUBDI A
IMATHOCTUKH, Ie4eHNs ¥ MTPOGUIAKTUKY MIVPOKOTO CIIEK-
Tpa 3abomeBaHmit u cocrosuuit [1]. Vicmonp3oBaHue re-
HETUYECKOTO TEeCTMPOBAHMA [ IIepCOHANM3MPOBAHHON
MeIMIIMHBI y)Ke ceifuyac JeMOHCTPUPYeT BaKHble MPAKTHU-
YecKme JOCTIDKeHMs. Bmecte ¢ Tem, 6ypHOe pasButme re-
HEeTUKM, B TOM YMC/Ie MOJIEKY/IAAPHON I€HeTUKY, CBUMETENb-
CTBYeT O TOM, YTO MbI HaXO[[MMCs B HayasIe 3MOXM, KOTopas
00eCreynT OTKPBITHE HOBBIX TOPM3OHTOB B KOPPEKILMU
3/J0pOBbS YeTOBeKa.

Vxe celf4ac reHeTHKa ABIAETCA HEOTHEM/IEMOI 4aCThIO
OMOMEIMUVMHCKO! HayKy ¥ KIMHMYECKON HpakTUKU U
IpefaraeT COBpeMeHHbIe MHCTPYMEHTHI 110 pacungpoBke
matoreHesa 3aboseBaHMIl, BBICOKO3(eKTUBHBIE AMAarHO-
CTMYeCKIe U IPOTHOCTNYECKIe MapKephl, HOBbIe KPUTEPUNU
I MHAMBYJyaAV3alMi U IOBBINIEHNUS 9P eKTUBHOCTU
nede6HO-IpodUIaKTUYeCKUX MeponpuaTuit. HecomHeH-
HO, COBpeMeHHas TeHeTUKa IpeoCTaB/IsAeT HOBble Kaue-
CTBEHHBIE ITOJIXO/IbI 11 B OIleHKEe COCTOSIHUA 3/[0POBbs KeH-
IIVH, TO3BOJIAA IOBBICUTH Ka4eCTBO PaHHEN MarHOCTUKN
3a60/IeBaHMIT U IIPOTHO3MPOBAHM Pe3yIbTaTOB T€YEeHNUA.

Crnemyer OTMETUTD, YTO B HACTOsillee BpeMs Bce HOb-
IIee 3HaYeHUe MPUOOPETAIOT MOIEKY/IIPHO-TeHETHIECKIe
METOJBI MCCIIeOBAHNMIT, KOTOpbIe OBUIM OBICTPO paspabo-
TaHbl MOC/Ie CO3[aHNUA TONMMEPasHO LeMHOi peaKIun
[2]. Terrepp OHM CTAHOBATCS BCe Oo/ee TOCTYIHBIMU IS
MPaKTUYECKOTO 3APaBOOXPAHEHNUs U IpeJHa3HAYEHBI I/
BBIAB/IEHUA Bapualuil B CTPYKType MCCIE[yeMOro TeHa.
IIpuyem, ncrnonb3oBaHMe MONEKYNAPHO-TeHETUIECKUX Me-
TOJOB M3y4YeHMsI TeHeTMYeCKUX OCOOEHHOCTeil 4YeoBeKa
yoKe ceifdac CIMTAeTCs [e/leCO0OPasHbIM BHIIIOIHATD AaXe
B HeOombIINX Maboparopusx [1].

Hapsapy ¢ BbIIIeN3I0XEHHBIM, HEOOXOUMO OTMETUTD,
YTO 9KCIIOHEHIIMANTBHBI POCT CBEIEHNUII B 00/IaCTU MOJIe-
KYIAPHONM T€HETUKU M PACTYIMII CIMCOK Te€HeTUYeCKON
TEePMMHOJIOTHM MOTYT JIETKO 3aIyraTh Bpaya, He NMEIOIeTO
CHelManbHOi MOATOTOBKM. B CBA3M ¢ 9TUM Lienblo CTaTbU
ABMIACh IMOMNBITKA BOCIOMHUTbL HeJOCTalolluMe 3HAHUA y
NPaKTUYECKNUX Bpayell 110 MONEKYNAPHOI TeHeTHKe, Ipef-
CTAaBUTb OCHOBHbBIE IIOHATU BBIIMIEYKA3aHHOTO pasfena
MeIMIIMHBI, a TaKXe NMPOJeMOHCTPUPOBaTh OCHOBHBIE JIO-
CTIDKEHMA U OCHOBHYIO MPAKTUYECKYI0 3HAaUMMOCTDb TeHe-
TUYECKOTO TeCTMPOBAHNUA B OLIEHKE 310POBbs >KEHIIVHBI.
9TO NMO3BOMUT Bpayy YBEPEHHO U a/JeKBaTHO MCIIONb30BaTh
MOJIEKYIApHO-TeHeTUYeCKie MeTO[bl B IOBCEJHEBHOII
IpaKTUKe I, YTO OYEeHDb BAXKHO, 00eCIEeYNT MaKCUMATbHYIO
BBITO/ly /1A HAlIMX IaIleHTOB.

OcHOBHbIE MOHATHA MONEKYAPHOI TeHeTMKMI

MornekynapHas reHeTUKa ABIAETCA Pas3fe/ioM TeHEeTUKN
U MOJIEKY/IIPHOIT 6110710TUN, KOTOPast N3y4aeT MaTepuab-
Hble OCHOBBI HAC/Me[CTBEHHOCTN ¥ M3MEHYMBOCTM IIyTEM
MCC/IeIOBAaHNA NMPOTEKAINX Ha CYOKJIEeTOYHOM U Mojle-
KYZIAPHOM YPOBHAX IIPOLIECCOB Ilepefiaul, peanusaluu u
M3MeHeHNsI TeHeTUIeCKOI nHOopMannm, a TaKXKe crocoba
€€ XpaHeHN.

HacmencTBeHHOCTD — 3TO CBOMICTBO OPTaHM3MOB Iepe-
TaBaTh IO HAC/IE[ICTBY IIPM3HAKYU U OCOOEHHOCTU Pa3BUTHUA
CBOEMY ITOTOMCTBY. VISMEHUMBOCTD — 3TO CBOMCTBO Op-
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TaHM3MOB M3MEHATDb HaC/IeCTBeHHbIe (PAaKTOPBI U UX IPO-
SIBJIEHMEe B IIpoliecce pasBUTMs opraHusaMa. B pesynbrare
M3MEHYMBOCTY IPOSIB/ISIIOTCS PasIndmsi MeX/y 0COOsIMIL B
mpejenax OJHOTO BI/A.

Bes renermyeckas mHbopManusa YeoBeKa COLEPIKUT-
cs1 B 23 mapax XpoMocoM (II0 OZHOI OT MaTepy U OTLa).
OCHOBHOJI COCTAaBJIAWIIENl XPOMOCOM ABMIAETCA HYKJIEN-
noBas kucnora (JJHK). Xpomocomsl B 0611ieil CTOXHOCTH
CofiepKaT MpUOIM3UTENbHO 3 MUIIMAPAA Tap OCHOBAHMII
HYKJIEMTHOBBIX KJCJIOT.

Te y4acTkn (rpynibl) HyKJIEMHOBBIX KIUCIOT, KOTOPBIE,
Hecs OIpefie/IeHHYI0 MH(OpPMaUMio, KOGUPYIOT COOTBET-
cTByIoLe Oenky, HaspiBaloTcsa reHamu [2]. C Touku 3pe-
HUSI MOJIEKY/ISIPHOTE 6MOTIOTMH, TeH — 9TO YIACTOK MOJIEK YT
ITHK, B KoTOpOM 3akKoaMmpoBaHa MH(POPMALNI O CHHTe3e
oTpefenéHHOTO OeKa 1 pasBUTUM KaKoro-nubo mpusHa-
Ka opraHuaMa. [I0CKO/NbKY MIOAY ABIAIOTCS JUIIOVNHBIMA
opranusmamyu, ux [JHK npepcrabmena aByms sx3eMInis-
paM, KOTOpbIe YHACIeLOBAHbI OT KaXKIOTO 13 POJUTEIIeN.
COOTBETCTBEHHO, ABYMA a/IeNAMU (MaTepPUHCKUM M OT-
IJOBCKVM) IIPeJCTaBICHbI 1 T€HBIL.

[To pa3nMYHBIM OLjeHKaM KOJIMYECTBO F€HOB Y Yel0BeKa
cocraByaeT oT 20 5o 40 Teicad [1]. COBOKYIHOCTD HaC/Iefi-
CTBEHHBIX (PakTOpOB OpraHn3ma (reHOB) Ha3bIBA€TCSI T€HO-
tunoM. COBOKYITHOCTb BCeX IPM3HAKOB M CBOWICTB Opra-
HM3Ma, KOTOpBIE SABJISIOTCS Pe3yIbTaTOM B3aUMOJEICTBUA
TeHOTMIIA J BHEIIHel cpefibl, HasbiBaeTcA ¢peHoTuoM. T.e.
dbeHOTUIT — 3TO OTpaXKEeHIE TEHOTHUIIA B COUeTaHNM C dak-
TOpPaMM OKPY>KaIoOI[ell CpeJibl.

[eHBI HaXOfATCS B XPOMOCOMax M 3aHMMAIOT OIpefe-
JIeHHOe B HMX MecTo (1oKyc). Te n3 HuX, KOTOpBIE pacIo-
JIO>KEHBI B OJMHAKOBBIX MeCTaxX (JIOKycaX) rOMOJIOTMYHBIX
XpOMOCOM U OTBEYAOT 3a aJbTepHATVBHbIE BapMAHTHI
Pa3BUTUSA OJJHOTO U TOTO >Ke IIPM3HAKa, HAa3bIBAIOTCS ajl-
JIeTbHBIMY TeHaMU. B 3aBMCUMOCTM OT coYeTaHMi TeHOB B
aJIIesix BBIJEISIOT TOMO3UTOTBI I FeTePO3UTOThI. [oMO3M-
TBI — 9TO OPTaHU3MBI, Y KOTOPBIX B 000MX T'OMOJIOTMYHBIX
(mapHbBIX) XPOMOCOMaX HAXOAATCS COBEPIIEHHO ORMHAKO-
Bble ajjIe/ibHble TeHbl (Hanpumep «AA» manm «aa»). B ot-
JM4ye OT TOMO3UIOT, TeTePO3UTOTH — 9TO OPraHM3MBI, ¥
KOTOPBIX B TOMOJIOTMYHBIX XPOMOCOMAaX HaXO[ATCS pas3Hble
annenbHble reHbl («Aa»). [IoTOMCTBY OHM CIIOCOOHBI Iepe-
IaTh 10001 U3 2-X TUIIOB raMeT («A» U «a»).

AJIeNnbHBI TeH MOXKeT OBITh KaK JJOMUHAHTHBIM, TaK
U pellecCUBHBIM. [JOMMHAHTHBII F'eH 0003Ha4aeTCs 3aI/IaB-
HoT 6yKBOII (Hammpumep «A»), a perieCCUBHBII — Manoi 6y-
KOBOIT («a»). [JOMUHAHTHBI T€H — 9TO a/I/Ielib reHa, KOTO-
PBLIL «IIpeBaupyeT» HaJ PeLleCCUBHBIM U (PeHOTUNINYECKN
MpOAB/AETCA KaK B TOMO3UTOTHOM «AA», Tak B reTepO3M-
TOTHOM COCTOSIHUM «Aa». PeliecCuBHBIN )Ke TeH — 9TO TeH,
KOTOPbINI (EeHOTUIIMYECKN Yallle BCero He MPOSB/ISAETCS B
HIPUCYTCTBUM JOMUHAHTHOTO T'eHa, a IPOABJIACTCS TONBKO
B TOMO3UTOTHOM COCTOSIHUI «aa».

Vi3MeHYMBOCTD, GOPMBI ee IPOABICHILA

VI3MEHYMBOCTh — 3TO CBOJCTBO >KMBBIX OPTaHM3MOB
M3MEHATh NpPU3HAaKM B Mpoliecce OHTOreHesa. JI3Bect-
HBl IBa BUAAa M3MEHUYMBOCTM — (eHOTMIMYeCcKas (He-
HAC/IeNCTBEHHAsA) U TeHOTUIm4YecKas (Hac/leqCTBEHHAs).
QenoTunmyeckass M3MEHYMBOCTb He CBsI3aHA C M3MeHe-
HIEM HACAe[CTBEHHOro ammaparta. [eHOTHMIMYecKas e
M3MEHYMBOCTb, KOTOpPas SBJAETCS OODBEKTOM M3yUeHUs
MOJIEKY/IIPHOI TeHeTUKH, B OT/INYME OT (GEeHOTUIUIECKOIL
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IpeAIonaraeT M3MeHeHe HAC/Ie[CTBEHHOTO MaTepuana u
orocpenoBaHa MyTaunamu [2]. MyTaunu BO3SHMKAIOT BHe-
3aIIHO, CKAaYKOOOPA3HO U MHOIAA IPUBOASIT K PE3KUM W3-
MEHEHMAM NPU3HAKOB OPTaHM3Ma B OT/IMYME OT MCXOLHO
¢dbopMbl. MyTanuu cBOVICTBEHHBI /IS BCEX TIPeCTaBUTENeN
JKIMBOTO MUpa, B TOM 4IC/Ie U I YelloBeKa.

ITo xapakTepy M3MeHEHMSA TeHETUYECKOTO MaTrepuasa
pasnuYaloT TeHOMHbIE, XPOMOCOMHbBIE U T€HHbIE MyTallUM.
lenomHbBIE MyTalMM 3aKIOYAOTCA B M3MEHEHUM KONU-
JecTBa XpOMOCOM. XpOMOCOMHbIe MyTauun (abepparnn)
BO3HMKAIOT B pe3y/lbTaTe HapyLIeHUs CTPYKTYpbl B IIpe-
Ielax OZHOM XpOMOCOMBI. [eHHbIe (TOYe4HbBle) MyTaLUK
IpeAIoIaraloT M3MeHEeHMe II0C/IeOBaTeIbHOCTY HYKJe-
orupoB B yuyactke JHK (rena). Vi3mMeHeHMsT B CTPYKType
JHK BenyT x reHetrmdeckomy monumopdusmy [2, 3]. Ten
CYMTAIOT IOMMMOPQHBIM, €C/IM e€ro CaMblil pacIpocTpa-
HEHHBI a/iellb BCTpeYaeTcsa MeHee 4eM y 99% miopeit.
COOTBETCTBEHHO, IO MOMMMOP(U3MOM MOHMMAIOT Ta-
KIe BapMaHTB nocnefgoBatenbHocTell [JJHK B rene, xoto-
pble pacIpoCTpaHeHBbl B 001Iell MOMY/IALMU C YACTOTON He
MeHee 1%. Macmtab6sr nonumopdusma JHK Takoss, 4TO
Mexnay mnocinepoBarenbHocTaAMu JTHK nByx miomeit, ecnn
TONBKO OHM He OJHOsIIeBble O/MM3HENbl, CYLIeCTBYIOT
MIUIMOHBI pasnmnuuiil. [eHeTnyeckas M3MEHYMBOCTb 00-
YCTOBNMBAET YHUKATBHOCTb KaXXJOTO YelO0BeKa IO CBOUM
reHeTH4YecKUM 1 QeHotunmdeckum npusHakam [3]. Ilo
creneHn (EeHOTUNUIECKUX IPOSIBICHMUIT MYTAL[UU MOTYT
OBbITH JeTaTbHBIMU (He COBMECTVIMBIMY C JKU3HBIO), Bpef-
HBIMI [ 3[0POBbS YeloBeKa, HeliTpaJbHBIMY VTN 671aro-
HNPUATHBIMU, €C/IM NOBBIIIAOT KM3HECTONKOCTb OPraHU3-
Ma [3]. HebmaronpusiTHble MyTaluu MOTYT y4aCTBOBATh B
IaToreHese 3a60eBaHMIT, HOBBIIATD PUCK POpMUPOBaAHUA
HaTONOTUM VIM JjaXKe UTPaTh K/II0YEBYI0 PO/Ib B X Pa3BU-
TUN.

Cpenu pasnMYHBIX BUAOB T€HHBIX MYTaI[Mil BbIE/IAIOT
3aMeHy OJIHOV Hapbl HYKI€OTUNOB Ha JPYTylo, M3MeHe-
HIE TIOC/IelOBATENbHOCTY HYK/IEOTHUJOB, BbIafleHNe VN
BCTaBKY OJJHOTO VM HECKOIbKUX HYKIEOTUJOB 1 T.J4. [3].
Hawubonee gactoit popmoit reHeTUIeCKOTO MOIUMOphusMa
ABNAETCA ONHOHYKICOTUAHBIN nmonmuMmopdusm. Ilox atum
T€PMMHOM IIOHMMAIOT BapMaHTbl IIOC/IEJOBATETbHOCTEN
IOHK y pasHbIX n1ofiell ¢ BOBe4eHeM OfIHOI Mapbl OCHO-
BaHMUIL.

Tennble 3a00/1eBaHNA

Y denoBeka BBISIBIEHBI PaslIMyHbIe B/ TeHHBIX My Ta-
L[MiT, KOTOPbIe SABMIAITCS IPUINHON MHOTHUX HAC/IeNCTBEH-
HBIX 3a60meBaumit. [eHHbIE MM MOJIEKY/IsIpHbIE 60/Te3HN —
9TO MATONOTUYECKME COCTOSHMS, KOTOPble BO3HMKAKT B
pesynbraTe M3MeHeHMil (MyTaumit) B Ipefenax OLHOTO
reHa, leTepMIHUpYIOlero onpenenéuusiii 6emok. K nacro-
sAlleMy BPeMEHN COBPEeMeHHas TeHeTNKaA, B TOM YIC/Ie MO-
JIEKy/ISIpHAsl T€HEeTMKa, [03BO/sIET BBUIB/ISITH OKOJIO ABYX
TBICSIY TEHHBIX O0JIe3Hell U jaeT BO3SMOXXHOCTD aHA/IM3UPO-
Batb 6onee uem 4800 renos [1]. VI aTu mokasarenn mpo-
IDODKAIOT PACTH.

Cpenu reHHBIX 3a60IEBaHMIT BBIJEAIOT MOHOTE€HHO-
00ycIoBIeHHbIE U MONUTeHHbIe 601e3H1. MOHOTeHHO-06-
YCIIOBJIEHHBIE BBI3BAHBI MYTAlMsIMM OJHOTO reHa. V3BecT-
HO, 9TO MYTAINM e[UHIIHBIX [€HOB OTBETCTBEHHBI TOIBKO
3a 1,5% Bcex TeHHBIX 60e3HeN 4enmoBeka. TOYHOCTb UX
IMarHocTuky npubmmkaercs k 100% [2]. Cpepn orpom-
HOTO KOJMYECTBA MOHOTEHHBIX 3a00/IeBaHMI YeloBeKa

MepguuunHcknin BectTHuK lOra Poccun

B KayecTBe INIpJMMepa MOXXHO Ha3BaThb (eHNMIKETOHYPUIO,
cunppom JKunbbepa, MykoBrcuznos, 6onesss Tes-Cakca.

Bce ocranbubie reHHble 6onmesHu (98,5%) SBAAKOTCA
pe3yIbTaToM codeTaHHOTo 3¢¢dekTa HeOIarompuATHBIX
BHEITHMX (PaKTOPOB M MHAMBUAYATbHBIX 0COOEHHOCTEII re-
HOMa U UMEHYIOTCS TIO/IUTeHHbIMY 3a60/IeBaHNAMY (MYIIb-
TU(AKTOPHBIMY, MyIbTUTeHHBIMN). OHU JeTePMUHUPYIOT-
Cs1 KOMIIEKCOM TeHOB. DT TeHbI BIANSIOT APYT Ha APyra,
Hpe6bIBAIOT B ONPele/IEHHOM B3aMIMOJEIICTBUU MEX]Y CO-
601t 1 pakTOpamMy BHEUIHEI Cpenbl, PeHOTUINYECKU IPO-
SBIISIACH B BUJeE NPeApacIooXeHNs K 3aboneBanuo. Jlo
[IOC/Ie[THETO BPEMEH! aKIeHT B M3yIeHUN HACTeCTBEHHOI
HaTOIOTUY OBII Ha MOHOTEHHBIX 0ONEe3HAX M Ha aHaIu3e
ofHOTrO reHa. Telepb OH CABUTAETCS B CTOPOHY MY/IbTHU-
(daxTopHbIX O0/Ie3Hell, aHaNM3a MHOXKECTBEHHbIX T€HOB I
MOHNTOPUHTA IIPeAPACIIOIOKEHHOCT. MyTaHTHbIE TEeHBI,
KOTOpPbIe COBMECTUMBI C POKAEHNEM U XXU3HBIO, HO IIPU
OIpefle/IeHHBIX HeOMarompyATHBIX YCIOBUAX CIIOCOOCTBY-
10T Pa3BUTIIO TOTO WV MHOTO MOJUTEHHOr0 3a60/IeBaHu,
[O/Ty YNV Ha3BAHME «T€HOB IIPEeAPACIIONIOKEHHOCTI».

K MynbTUreHHBIM 6ONe3HSAM OTHOCAT CaXapHBINl Jya-
6eT, aTepoCKIepO3, TUIIEPTOHNIECKYI0 60/Ie3Hb, OCTEOIO-
PO3, alIepruio, 3710Ka4eCTBEHHbIE OIYXONMM U Ap. B artmx
CIyYasix M3MEHEHHBINI TeHOTUI HPOSBsieT ceOsl MOf BO3-
meiictBueM (aKTOpPOB BHelIHell cpenbl. Hampumep, ru-
HepToHMYecKas 6omesHb — 3abojeBaHNe, BO3HMKAIOIIee
B pe3y/bTaTe CJIOXKHOT'O B3aMMOJENCTBUS MEXIY HaCef-
CTBEHHOII NPeApPaCIIONIOKEHHOCTBIO U YCIOBUAMHU CPefBL.
/13 BHENIHMX YCIOBUIT Ha pa3BuTUe GONE3HU BIUAIOT BCe
BO3JIEVICTBMUsA, BBI3BIBAIOLINE HEPBHO-IICUXNMYECKOe Iepe-
HAIpsDKeHUe, HAIpUMep, AJIUTeNbHass paboTa, HOYHOIL
TPyA. BakHyl ponp urpaoT 06CTaHOBKA, OTHOLIEHS
MeX[y MTIoAbMI Ha paboTe U B OBITY, OTpMLIATENTbHBIE 9MO-
LUY, KOHQANKTHbIE CUTyaluy ¥ T.4. TaKue OTpUIjATENb-
Hble (DAKTOPBI BBI3BIBAIOT IMIIEPTOHMUIO TONBKO y JIIOAEN €
HAC/IeICTBEHHOI IPeAPACIIONIOKEHHOCTBIO, TOT/jA KaK APy-
TUe IO OCTAIOTCA 3/JOPOBBIMM U MU Goee MHTEHCUB-
HBIX IICHUX09MOIIVIOHAIbHBIX HATPY3KaX.

Mepoit accoumanuy, KOIMYECTBEHHO OIpeJenarolei
B3aMMOCBA3h MEXJy HaMdIMeM MYTAl[UU U M3MeHEeHUeM
B COCTOSIHUM 3[J0POBbsA, 3a00/IeBaHMeM SABJIAETCA ITOKasa-
Telb OTHOLIEHNs IaHcoB. OTHOLIeHNMe IIAHCOB 0603Ha-
waercs naruHckumu 6ykBamn OR (ot aurr. Odds Ratio) n
paccuntsiBaercs no popmyne OR=(a*d)/(b*c), rae a - unc-
710 3a60/IeBIINX CPeAM JIUII, UMEIOINX My Tauuio, b - uncio
3JOPOBBIX CPeAM JNI], UMEIOLINX MYTAIUIO, C - YUCIIO0 3a-
60JIeBIINX CPefy NNL], He MMEIIUX MyTanuo, d = 4ucuo
370POBBIX Cpefy NI, He MMeIuX MyTanuio. IIpu atom
CyMMa a+cC O3HauaeT o0Iee YMCIO 3a00IEBIINX, a CYMMa
b+d - obuiee uncno He 3a60meBUINX (KOHTPONbHASI TPYII-
ma).

YcTaHOBIEHME TOYHOTO AMArHosa 3aboJeBaHNUs, BBI-
JCHEHUE PONM HACTe[CTBEHHOCTU ¥ CPelbl B €ro pas-
BUTHM, OIpefie/ieHMe TUIA HaclefjoBaHUsA Onaropaps re-
HETUYeCKOMY TeCTUPOBAHMIO HAI0OT BO3SMOXKHOCTb Bpady
BUJIETh IPUYVMHBL 3a00/€BaHNs, pa3pabaTbIBaTh METO/BI
HpefynpexXieHNs ¥ Je4eHUs MaTONOIuM, 060CHOBBIBATDH
npoduIaKTUYeCKe MepOIpUATUS I IIOCTIefYyIOlero
nokojeHus. IIpakTudeckass 3HAYMMOCTb METONOB MOJIe-
KY/ISIPHOJL T€HEeTUKI YCTAHOBJIEHA AJIS IIMPOKOTO II€PeUHs
3abomeBaHMiT YenmoBeKa. IlokasaHMAMM [IA TPOBENEHN
KJIMHNYECKN apTYMEHTMPOBAHHOTO I€HETNYEeCKOTO TeCTHU-
POBaHNUs AB/AIOTCS U SHIOKPUHHBIE 3a00/I€BAaHNUs, B TOM
4ucie OXXUpeHue u caxapHsiit fuabet [4, 5].
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TeneTnyeckue paKTOPHI OXKMPEHM
¥ caxapHoro guabera

OxmpeHne — My/IbTUTeHHOe 3abo/eBaHIE, KOTOPOe
XapaKTepusyeTcs M3OBITOYHBIM OTIOKEHIEM XXIUpa B IOA-
KO>KHOII K/IeT9aTKe M SPYTMX TKaHAX OpraHu3Ma 1 onpefe-
JIIeTCS IpY ITOKa3aTensaX MHAeKca Macchl Tena =30 kr/m2.
O’XmpeHne [OCTUIIO MACHITAOOB SMUAEMMIN M, COITACHO
oueHkaM BO3, B Mupe 607ee yeM 1 MIPH B3POC/IBIX UMEIOT
M36BITOYHBIN BeC, M3 KOTOPHIX Gomee 400 MIH CTpajaroT
oXupeHueM [6, 7]. OxXupeHne acCOUNPYETCs C IPEXeB-
PEMEHHOIT CMEPTHOCTBIO - IIPUBOANT K €KETOHOI rnbenn
6onee 1 min genosek. B CIIIA oxupeHne yxe pacieHuBa-
eTCsl KaK Befyllas U3 MOTeHIVAa/JbHO YCTPAHUMBIX IpPU-
YYH CMEePTHOCTH: 6o/ee 53 % BceX CMepTe/NbHBIX CIydYaeB
y JKeHIMH C ITOKa3aTeIsAMM MHAEKCa MacChl Tena >29 Kr/
M2 HaIpAMYIO CBA3aHO C OXKMPEeHMEM. YBeIUdeH)e MacChl
Te/la IPUBOAUT K IICUXOTOTUYECKNM PacCTPOICTBAM, IO-
HIDKEHHOJT paboTOCIIOCOOHOCTH, OBICTPOI YTOMISIEMOCTIH,
OfIbIIIKe, Mpo6IeMaM C MUIeBapeHMeM U MIOT0BOI PYHK-
nueit. OXMpeHMe YBeIMYMBAET PUCK Pa3BUTUA MHOTUX
XPOHMYECKUX 3a00/IeBaHNMIl, BK/II0Yas IATOIOTIO ONIOPHO-
IBUTATeNbHOTO allapara, CepedHO-COCYAUCThIe 3ab0e-
BaHM, XXVPOBYIO TUCTPOGUIO IedeHV, HEKOTOpble BUJbI
paxa 11, KOHEYHO >Ke, caxapHblit fuaber 2 tuna (CH2).

CJ12, KOTOpBII ABIAETCA TONUTEHHBIM MeTabonnye-
CKUM 3a00/IeBaHMeM U XapaKTepU3yeTcs IUIepIInKeMuert,
OTHOCAT K OCHOBHBIM HeMHQEKIVOHHBIM XPOHMYECKNM
3ab0/eBaHMAM 4YeoBeKa. PacnpocTpaHéHHOCTD €ro B IO-
HY/IALVY Ye/IoBeKa JOCTUIIA KaTacTpodruecKUX MacIITa-
60B. Ilo manHpiM MexpgyHaponHoi duabernyeckoit Pe-
mepanuu B 2013 1. B MUpe HacCUMTHIBAIOCh Gonee 350 MIH
yenoBeK (0KOJIO0 5-6% HaceleHus), CTPAJAOLINX CaXapHbIM
nuabetom, okono 90% xoToporo npexpcrasieHo CI2 [8].

ITosbimennio pucka pasputua oxupenusa u CI2 cmo-
COOCTBYIOT 4pe3MepHOe MOTpeb/IeHNe BBICOKOKATOPUIL-
HBIX NPOAYKTOB, Ma/IONOABIDKHEI 00pas >XusHU, ypba-
Hu3auus, BO3JENCTBUE IKONOTMYeCKUX (PaKTOPOB U T.J.
YcranosneHo, uto oT 40 o 70% Bapmanuy MHAEKCa MacChl
TeJna CBsI3aHO C reHeTn4eckumu paxropamu [7]. Jocrarou-
HO BBICOK BKJIaJ| T€HETMYECKOTO KOMIIOHEHTA I B Pa3BUTHe
CII2. Tak, BeposatHocTb CJI2 cocTtaBnaer 35-39% pna nn,
KOTOpbIe VIMEIOT OJJHOTO POZMTE/S C BBILIEYKAa3aHHBIM 3a-
6oneBanmem, 1 60-70%, ecnn 06a poguterns crpagaor CJI12
[9].

B HacToAmee BpeMs C TOUKM 3pEHVA TeHETUKI B [IepeIHe
PasIMYHBIX GOPM OXXMPEHMSI MOXKHO BBIJETIUTH MOHOTEH-
HBIJ ¥ TONIUTE€HHBII ero TUIbL. IlocneHne HaydHbIe UCCIe-
DOBaHMA OTKPbUIM HECKOTBKO F€HOB, MyTallui B KOTOPBIX
HOPUBOJAAT K Pa3BUTUIO MOHOI'€HHOTO OXypeHus [10]: reHst
nentuHa (LEP) u ero peunenrtopa (LEPR), mpoomnnomenaso-
xopruHa (POMC), nporopmona xonseprasnl 1 (PCSK1),
MeTTaHOKOPTMHOBBIX perentopos 4 tumna (MC4R), mosro-
Boro Heilporpo¢uyeckoro daxropa (BDNF), penentopa
THpo3uHoBoi KuHaspl Tuna 2 (NTRK2), kunaser cympec-
copa Ras-6emkoB 2 tumna (KSR2). [TepeuncieHHbIe TeHBI KO-
DVIPYIOT TOPMOHBI MM HEVIPOMEe[MATOPbl ¥ UX TMIIOTajIa-
MMYeCKIe PeleNTOPhI eI TNH-MeTaHOKOPTUHOBOTO My TH,
KOTOPBIN Ba)KeH JUIA Perynsauun anneTurta. MyTanum Bbl-
IIeyKa3aHHBIX Te€HOB OOYC/IOBIMBAIOT OXJIPEHNE YKe B
DEeTCKOM BO3pacTe ¥ PaHHsAA [JUATHOCTMKA MOHOTEHHBIX
BapMAHTOB OXMPEHNUA BaXKHA JI/IA NTepCOHANMN3VPOBAHHOTO
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MOZIXO/la K TIaI[MeHTaM, BbIpabOTKe TaKTMKU MX obcmeno-
BaHUs, HAOMIONEHNS], TePAeBTUYECKUX IIOAXOL0B, B TOM
Yyc/ie Ha3HAUYeHMs IaTOT€HEeTUYEeCKOTO JI€4eHM s, IPOTHO-
3MPOBAaHNA BO3MOXHBIX PUCKOB M UX IpeOTBpaIleHMus .
Camas addeKkTrBHaA M3 JOCTYIHBIX NPOPUIAKTUIECKUX
CTpaTerui [y HOCUTENel MOHOTEHHBIX MyTauuii —
paHHee CTPOTOE OTpaHMYEHMe JOCTYIIA K MAIIE.

[ToHnMaHMe TeHeTUYECKMX OCHOB ITO/INTE€HHOTO OXXMpe-
HIA ABAETCA TaK)Ke BaXKHOI MPeIOCHUIKON /s yIy4lle-
Hust npopunaktuxyu u nedenns. Fereshteh Yazdi u coasr.
[7] BBIIOMHWMIN aHA/MN3 HOCTYITHBIX HAYYHBIX IyOIMKAILIMIiT
0 B/IMSIHUY FeHeTHYeCKNUX (aKTOPOB HA PasBUTIE OXUpe-
HyA. OCHOBBIBAsACh Ha JIAHHBIX MCCHAEJOBAHMII Y MBILIEN
U 4eJI0BeKa, OHM IPOJEeMOHCTPUPOBAIN, YTO HA PUCK 3a-
6oneBaHNA CYLIECTBEHHO MOTYT BIMATH M3MeHeHu: B 221
reHe. K JaHHBIM reHaM OHM OTHEC/IV T€HBI a[JpeHOpeIeNTO-
poB (ADRA1B, ADRA2A, ADRB1, ADRB2, ADRB3), amo-
munonporenHos (APOB, APOC3, APOE), reH, accounu-
POBaHHBII C XUpoBoI Maccoit u oxupenueM (FTO), renst
cunzppoma bappae-bupnsa (BBS1, BBS2, BBS4, BBS7), rensr
PELeNTOPOB SCTPOreHOB anbda U (OIUMKYTOCTUMYINU-
pytomero ropmona (ESR1, FSHR), rensl ropmoHa pocrta u
ero peuenropa (GH, GHR, GHRH), reHb! cOnps)KeHHBIX C
G-6enkom penentopos (GPR10, GPR120, GPR26, GPR39,
GPR7), reHbl OTAENIbHBIX LUTOKMHOB M UX PELENTOPOB
(IL18, IL18R, IL-1RI, IL6, TNF), rensl nentuna, Helpo-
nentuga Y u ux peuentopos (LEP, LEPR, NPY, NPYIR,
NPY2R, NPY5R) u mp.

CnemyeT OTMETUTD, YTO J/Isl YACTH U3 BBHIABIEHHDIX Te-
HOB «OXXVPEHMsI» 00HAPY>KMBAIOTCS ACCOLMALINN TAKXKE I €
passutuem CJ/12. Tak, myTanus reHa FTO B roMo3urorHom
U Te€TEPO3UTOTHOM COCTOAHMAX YBEIMUMBAET PUCK Pa3BU-
TUS OXXKMPEHNUSA COOTBETCTBEHHO B 2,76 u 1,67 pasa [11].
AHaNOrMYHO Yepe3 BAMAHNE Ha MHEKC MACChl Te/la MyTa-
MM B BIIIEYKa3aHHOM TeHe IpefpaclonararwT U K UHCY-
JIMHOBOIT pe3ucteHTHOCTH, CII2 [8].

K HacrosAmeMy BpeMeHU YCTaHOBIEHO 153 offHOHyKIe-
OTMIHBIX OMMMOPGU3MOB B 60sIee yeM 120 oKycax, onpe-
mensomux nopsimeHHsiit puck CH2 [8]. Kaxxpgas us BbIsAB-
JIEHHBIX MYTallM}l B «TeHaX KaH[MUIaTaX» JeMOHCTPUPYET
nokasateny OR ot 1,03 o 1,63, T.e. 06yCIOBNINBAIOT TOBBI-
ILIIeHe pUcKa pa3BuUTHs 3aboneBanms Ha 3-63%. Cpepny HUX
MOXXHO BBIJETUTH IMOMUMOp¢u3Mbl rs7560163 rena RND3
(OR=1,33),rs1801282, 1513081389, 1517036160 m rs1797912
resa PPARG (OR=1,06-1,24), rs1048886 rena C6orf57
(OR=1,54), rs7754840, rs7756992, rs2206734, rs4712523,
rs10946398 u rs7766070 rena CDKAL1 (OR=1,12-1,27),
rs12113122 rena JAZF1 (OR=1,55), rs17584499 rena
PTPRD (OR=1,57), rs553668 rena ADRA2A (OR=1,42),
r$7903146, rs4506565 1 rs7901695 rena TCF7L2 (OR=1,34-
1,37), rs2237895, rs231362, rs163184 u rs2237892 rena
KCNQ1 (OR=1,08-1,45), rs9552911 rena SGCG (OR=1,63),

HecmoTpsa Ha cymecTBeHHbIE JOCTVDKEHMA B MCCIENO-
BaHNUM TeHeTH4eckux ocHos CJI2, TeM He MeHee, CUMTa-
eTCsA, YTO TeHeTUYeCKUIl JTaHAa(pT BOCIPUUMINBOCTY K
IAaHHOMY 3a00JIeBAHNUIO [IOKA ellle HEIIOTHBIN U BBIABJIEH-
Hble MYTal[UU B T€HaX [0 CUX NOp OOBACHAIT JIUIIb He-
6onmpiryo gomo (okomo 20%) ot o6leil HaclIefyeMOCTH
3ab0IeBaHM.

Ha cerogHAMHAMIT IeHb U3BECTHO OoJlee IOBYX JIECATKOB
nokycoB 1 100 reHOB-KaHAMJATOB, UMEIOUINX Pa3ANIHYIO
CTeIeHb BIVMSHMS HA PAa3BUTHE caXxapHOro guabera 1 Tuma
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(CI1) [12]. Haubonee Becombiit Bkian B maroredes CJI1
BHOCAT reHsl HLA II xacca, koTopble onpefensioT 1o 60%
ero reHeTUYecKoit mpegpacnonoxeHHoctu [13]. Y geteit u
MOJPOCTKOB, B TOM YMCJIe Y JINI] )KEHCKOTO 110713, BbI/[e/I€HbI
cnepyromue npeppacnonaraomue k CIJ1 HLA-rannoTunser:
DQ8-DRB1*4-DQA1*301-DQB1*302 (OR=4,7); DRB1*4-
DQA1%301-DQB1*304 (OR=4,0); DRBI1*17-DQA1*501-
DQB1%201 (OR=2,7); DRB1*16-DQA1*102-DQB1*502/4
(OR=2,4); DRB1*-DQA1*101-DQB1*501 (OR=1,9). Ycra-
HOBJICHBI U 3aIMTHBIE TAIJIOTUIBI, K KOTOPBIM OTHOCAT
DRBI1*15-DQA1*102-DQB1*602 (OR=0,16); DRB1*11-
DQA1%501-DQB1*301 (OR=0,14); DRB1*13- DQA1*103-
DQBI1*602/8 (OR=0,08).

BakHple ¢ NpaKTMYECKON TOYKM 3pEHUA TeHeTude-
ckue GaKTOphl PUCKa yCTAaHOBJIEHDI 1 A1 guabera MODY
[14]. B Bemuko6puranuu, Hopserun, Tepmanum, a Takxe
B HEKOTOPBIX a3MaTCKUX CTpaHax B 69% ciydaeB JaHHOTO
3a60/IeBaHMsI BCTPEYAeTCsI MYTAlUMsl FeHa II€4eHOYHOTO
apepHoro daxkropa la HNF-la (MODY-3). Myranuu B
reHe rmoKokuHassl (MODY-2) nmeror Haubombiyo pac-
IpOCTPaHEHHOCTh B Mranmum n ®panuum, gocrturas 14%.
Ha pmono octanbHbIX usBecTHbiX reHoB (HNF4A, HNFI1B,
IPF1/PDX1, NEURODI u gp.) mpuxopmurcsi MeHee 10%
ciaydaes gnabera MODY.

TeneTnmyeckue ¢pakTOpsl paKa MOIOYHOI >KeIe3bl
U ANYHIKOB

Pax monouHnoit xenesel (PMJK) aBnsercsa caMbIM pac-
IPOCTPAHEHHBIM 3/10Ka4eCTBEHHBIM OHKOJIOTMYECKUM 3a-
6oneBaHMeM M TpeAcTaBsgeT coboit okono 30% Bcex Ciy-
qaeB paka y >xeHumuH [15]. Exerognas 3aboneBaeMoCTb
PMJK B Mupe npespimaer 1,3 MUIIMOHA clydaes. ducio
BBIABJICHHBIX B Te4YeHMe Iofa OOJNbHBIX ¢ HaCIeLCTBeHHBI-
Mu u ceMeliHpiMu ¢opmamu PMIK B menom cocraBnser
0K0710 350 TBIC.

dakropamn pucka sabomeBaemoctu PMIK saBnsercs
Bo3pact (6omee 40 eT); BBICOKUII YPOBEHb 3CTPOr€HOB B
KpOBY; NpYeM IOPMOHAJIBLHBIX IIPeNapaToB C Ie/IbI0 KOH-
Tpalenuy WIN Peryaaluy MeHCTPYaAbHOTO LMK/IA, 3a-
MECTUTEIbHON TOPMOHA/NbHON Tepalmuu B MEHOIIay3e;
KOHTAKT C MCTOYHMKAMU pajuMaluy ¥ APYruMu Hebmaro-
HPUATHBIMY 9KOJIOTUYEeCKUMM PaKTOPaMU; SHOKPUHHBDIE,
0OMeHHbIe HAPYIIEHNs I T.Jj. BK/Iaj reHeTnaeckux ¢GaxTo-
poB B aTronaToreHes PMJK o6ycioBieH cTpyKTypHBIMI U
(GYHKIMOHA/IPHBIMY IIEPECTPONKAMM BBICOKOIEHETPAHT-
Hpix reoB BRCA1, BRCA2, TP53, PTEN, STK11/LKBI,
CDHI1, MLHI1, MSH2, a Tak)Xe T€HOB CpefjHeil M HN3-
Kol BeposaTHocTu mposasnenns — CHEK2, PALB2, ATM,
BRIP1, PPM1D, MRE11, MSH6, MUTYH, NBN, PMSI,
PMS2, RAD50, RAD51C, BARDI u ap. [16, 17].

Hacnencrennniit PMJK xapaxkTepusyercss ayTOCOMHO-
TOMMHAHTHBIM TUIIOM Hac/Ie[JlOBAHMA, PAHHUM BO3PACTOM
BO3HMKHOBEHNs, Iepefadeil KaK ¢ MaTePUHCKOM, TaK U C
OTIIOBCKOJI CTOPOHBI M BBIPAKEHHON Te€HOTUINYECKOil U
(eHOTUNINIeCKOI TreTepOoreHHOCThIO [18]. B sHaumMTepHOI
vyactu cnydaes (okono 30 %) HacnenctBeHHbIT PMOK saBis-
eTCA COCTABJIAIIIEeI TaK Ha3biBaeMoro cuagpoma PMOK n/
WIN paKa AMYHMKA, KoTopble B 70 % cydaeB accolMMpyeT-
cs ¢ myTtanuamu B redax BRCA.

Haubonee BocTpe6oBaHHOI U 3HAYMMOI Ha CETOMIHALI-
uuin geup spnserca NHK-gmarnoctuka renos BRCA1/2,

MepguuunHcknin BectTHuK lOra Poccun

CHEK2 u TP53 ¢ nenbio BBIIBIEHUSA HaC/IEICTBEHHONI
npeppacnonoxeHHoct K PMJK. VIaMeHeHNA B 9TUX reHax
OTIpefIeNAIOT 1 TIOBBIIIEHHBII pUCK paka AndHuka (PA). Ya-
CTOTAa MyTAI[MIl 9TUX T€HOB B OOIIelT MOMy/IsINN KEHIUH
pocturaeT 3-5 % [18]. IleHeTpaHTHOCTb MX He ABIAETCH
IIOJTHOM M 3aBYICUT KaK OT BHYTPUTE€HHBIX (TUI MyTalWM,
MECTOIIO/IOKEHNE, COYETAaHME C OFHOHYKIEOTUIHBIMHU II0-
nuMop¢duaMaMM), TaK U OT 9K30T€HHbIX (HaKTOPOB (momy-
JIAIVOHHBIX U BHEIIHECPETOBBIX).

OCHOBHBIMU 13 BbBILIEYKa3aHHbIX T€HOB SABJIAIOTCA
BRCA1 n BRCA2, xoTopble 6bI1M OTKPBLITHL B 1994 I. 1 K
HACTOsAILIEMY BpeMeHI HaCYNUTBIBAIOT yKe 6ostee 2 ThIC. My-
ranuii [16]. Hannune MyTauuit B 9TUX TeHaX COMPSKEHO
CO 3HAYNTETbHBIM YBeNMYe€HMEM MHIVBUYATbHOTO PUCKa
passutua PMIK u PA. Cpennne kyMynATUBHbIE PUCKU /1A
Hocuteneit myTtanuii BRCAI cocrapnamor 59-87% B oTHO-
meHun pasputusa PMIK u 39-59% - PA. Puck passurtusa
PMIX pna Hocureneit mytauuit 8 reHe BRCA2 cocrasinser
38-80%, Torma xak puck passutus PS He mpespimaer 11-
18% [16, 18]. ITpu oTATOI[eHHOM CEMEeIHOM aHaMHe3e PUCK
o P Bospacraert: A HocuTeneit mytanunii B rene BRCA1
1o 44%; nyia Hocutenelt myTtanuit B reHe BRCA2 - 1o 27 %.

BeposaTHOCTD pasBuUTMA 3a00/eBaHMA MOJIOYHOIN >Ke-
71e3bl B paHHEM BO3pacTe y HOCUTENEeN MyTalMil B TeHax
BRCA mpubnusutenbHo B 10 pas npespliraeT 001uit pucK
B mony/sanuu. [Ink makcumManbHoit 3a6oneBaemocty PMOK
JKeHIIMH, Hacnmepylomux MmyTanum reHa BRCAI1, mpuxo-
ANTCA Ha BO3pacTHYIo rpynny ot 31 go 35 et [19].

BaxxHo 3HaTh, uTo MyTanuu B renax BRCA1 nu BRCA2
He SIBJISIIOTCS cTporo crenuduausivu st PMOK u PA. Tla-
TOJIOTMYECKMII TEHOTHUII STUX T€HOB MOBBIIIAET TaK)Ke PUCK
BO3HMKHOBEHMS paKa >Ke/lyJKa, TOICTOM KUIIKY, SH/IOMe-
Tpus, TOIKETYJOYHOI XXe/le3bl, MOYEeBOr0 Iy3bIpsl, OIyXO-
JIeli TOIOBBI M LIEN, SKeTUeBbIBOAIMX Iy Tell, MeTaHOMBI.

IToxasaHus #asA reHeTUYECKOrO TeCTUPOBAHMA C LIebI0
MOATBEPK/€HNUA VI VICKIIOYeHNA HaclelCTBeHHOI Npef-
pacnonoxxennocty K PMJK u/unn PS BappupyroT B pasHbIxX
cTpanax [18]. Bmecte ¢ TeM, 06IeIPUHSTON ABISETCS He-
00XOIMMOCTD MEVKO-TeHETHYECKOTO 00CIeIOBaHM KeH-
muHb, uMemwomeit PMOK u/mnu PS, a Taxxke My>X4MHBI C
PMJK.. Kpome TOro, ojHO3HauYHBIM KpUTepUEM HaIpaB-
JIeHNS Ha TeHeTMYeCKoe TeCTMPOBaHMe ABIAETCS OHKOJO-
IMYEeCKM OTATOILIEeHHBII ceMelHbI aHamMHe3 mo PMIK u/
wmn PA. TIpn 3T0M He06XOAMMO Y4YMTBIBATh KOTMYECTBO
U CTEIeHDb POACTBA 3a060/IEBIINX POCTBEHHUKOB, BO3PACT
YCTAaHOBJIEHMS [JMArHO3a, Ha/jM4uMe JBYCTOPOHHETO Iopa-
JK€HUA U MHePBUYHO-MHOXKECTBEHHDBIX 3/10KauYeCTBEHHBIX
OIIyXOJIEI.

ITpu MHTepmpeTanuy MONYyYEHHBIX PE3yAbTAaTOB TeHe-
TUYECKOTO aHa/lIM3a CleflyeT 3HaTb, YTO MyTaljuM B TeHaX
BRCA1 n BRCA2 HacnefyoTcs 10 ayTOCOMHO-JOMMHAHT-
HOMY TUITy. DTO O3HAYAET, YTO /la’Ke TeTePO3UTOTHI IO aH-
HBIM MyTalMAM ITOBBIIIAIOT PYCK Pa3BUTUA 3710Ka4eCTBEH-
HOII OITyXOJIN.

ITpu mopospeHny Ha reHETUYECKYIO JeTEPMUHUPOBAH-
Hocth PMIK, PSI u, Tem Gornee, yxe mpu oOHapy>KeHUNU He-
6TaroNpUATHBIX MYTalMil MalieHT 00:g3aTeNbHO TOJDKEH
OBbITb HAIPABJIeH Ha KOHCY/IBTALNIO K COOTBETCTBYIOLIEMY
Bpauyy (Bpauy TreHeTMK, OHKomor-mammorsor). Ha mpueme
HAalMeHT JO/DKEeH HMONMyduTbh MH(OpMAnMo 06 OMacHOCTH
BBIAB/IEHHBIX MYTalluii, PEKOMEHJAIMNU O IpaBUIax Ipo-
BeleHusA CcaMoOoOCIe[OBaHMsA MOJOYHBIX Kejle3, Heob6Xo-
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IMMOCTY HaOMIONEHNUA Y CIIEIVANCTa C PeTyIAPHbIM BBI-
nonHenreM Mammorpaduu, Y3U, MPT u t.5. Emy 6yayr
HasHa4eHBl COOTBETCTBYIOIINE TMAaTHOCTIYECKIE U Jedeb-
HO-mpo¢umakTudeckre Mepoupusarus [20]. Bapuanramu
HepPBUYHOI NPOGUIAKTUKN paKa JJIA XKEHIIUH U3 TPYIIIbI
BBICOKOT'O TeHEeTIYeCKOTO PUCKaA AB/IAIOTCA JIeKapCTBEHHAA
npodIIaKTUKa C UCTIONTb30BAHMEM TaMOKCU(EeHa UIN ero
aHaJIOrOB, IPeBEHTIBHBIE ONlepalNy — IPOodIIaKTIYecKas
MacCTIKTOMUA Uan oBapuakTomus. [Ipu aTom crepyer yun-
TBIBATbh, YTO HA CETOMHSALIHUI JeHb CaMbIM 9 PeKTUBHBIM
MeTOfOM MepBUYHON mnpodunaktuky PMIK cumraercs
npoduaakTudeckas MaCTOKTOMUA.

Heo6x0a11M0 OTMETUTD, YTO CBOEBPEMEHHO BBIIIOTHEH-
HOe reHeTHYeCcKoe TeCTUpOBaHMe M 000CHOBaHHOE Ha3Ha-
JeHNe 1e4eOHO-TPOUIAKTUIECKIX MePONIPUATHIL TO3BO-
JISieT MpefyrafaTh U IpefyIpefUTh TsOKeNble IOC/IeCTBUA
B COCTOSHNUM 3J0POBbsS >KEHIIMHBL. B HacToAllee Bpems
3¢ PeKTUBHOCTD pa3pabOTaHHBIX IOAXOROB JocTuraer 90-
100% [20, 21].

lTenernueckue pakropsr TpomM60PUIIU

Cucrema remocrasa, obecledyuBamoIas paBHOBeCHe
MEXJY IIpolleccaMyl CBepThIBaHMS KPOBU 1 prOpMHOIN3A,
ABJIAETCS ONHOIN U3 BaXKHENIINX OMOIOTMYECKUX CUCTEM
vemoBeka. [eMocTas obecrednBaT jBe CUCTEMBL — TPOM-
60o6pasywoias (cBepThiBaoIasg) U TPOMOOIUTIYECKAS
(pubpunonutuueckas). Obe OHM HAXOFATCSA B AUHAMU-
YeCKOM PAaBHOBECUM M BMECTE BBIIIOTHSIIOT OHY U3 BaXK-
HeJIINX 3aIlUTHBIX OMONOTMYECKNX PpeaKLnii denoBe-
Ka — COXPAHATh T€Ky4eCTb KPOBU B COCYHAX ¥ BBI3BIBATH
o6pasoBaHue CrycTKa OpM UX HOBpexaeHnn. Hapyiuenns
B CHCTEMe reMOCTa3a COIPOBOXKAAITCS Cepbe3HBIMI IIATO-
JIOTMYECKMMU COCTOSIHUSIMIL, MOTYT IPUBOAUTD K TpoMbO-
obpasoBanuo. TpomboobpazoBaHme KaK apTepuaabHBIX,
TaK ¥ BEHO3HDBIX COCY[OB MIpaeT GOMBIIYI0 POIb B IATO-
reHese YaCTBIX U ONACHBIX 3a00/IeBaHMII Ye/IOBEKA, XapaK-
TEPUSYIOIINMXCS BBICOKMMM IIOKA3aTeNIsIMU CMEPTHOCTH
(nHpapKT MUOKap/a, MHCYIbT, HEKPO3 KMIIEYHNKA, TPOM-
603Mb0mst nerounolt aprepun u T.4.). Oco6yI0 0IacHOCTh
TpoMb6006pasoBaHe UMeeT BO BpeMs OepeMeHHOCTH [22].

[Tpnunnsl pasButusi Tpomb03a pasHOOOpasHbI. YcrTa-
HOBJIEHO, YTO B peajn3anniu MaToI0rn4eckoro Tpom60o6-
pasoBaHus OOJIbIIOE 3HAYEHVE VIMEIOT VI HAaC/IeACTBEHHbIe
¢dakropsl. Tepmun «rpombodunusa» (MM «HACIEICTBEH-
Hast TpoMOOGuUINs») IpeAnoaraeT Hanu4me y NHAUBULA
reHeTNIeCKOro e eKTa, Iepefarollerocs o HaCAeACTBY I
06yC/IOBNMBAOIET0 IIPEAPACIONIOKEHHOCTh K Pa3BUTUIO
TpOoM6O30B.

[Tono6HOE COCTOsIHME MOXET JONrOe BpeMs, MHOIJA B
TedeHMe BCeil XXNU3HMU, He OCIOXKHATBCSI TPOMOOTUIECKN-
Mu mposBreHusmMu. bonee Toro, rpombodunus B 601b-
IIMHCTBE C/Iydae HU4YeM cebsi He IPOSIBIAIOT HU B 0OIUX
JTa0OpaTOPHBIX TECTaX, HU B OOBIYHON KOAryIorpamMe.
Opuako B pesynbpTare “IpOBOLMPYIONIEr0” BO3JENCTBIS
PUCK pasBUTHs TpoMb6O3a y IalMeHTa C HACTe[CTBEHHOII
TpoMbOouINell CYLeCTBEHHO BO3pacTaeT. BeposTHOCTD
peanmMsanyuy TeHETUYeCKNMX [e(eKTOB YBeIMUMBACTCA C
Bo3pacToM. PeHOTUNNIECKUM NIPOSIBIEHNUSM CIIOCOOCTBY-
I0T Bpe/JHble IPUBBIYKY, MAJIOMOABIDKHBI 00pas XU3HIL,
HecOaTaHCUPOBAHHOE MUTAHNE, OKUPEHNUE, XPOHIIECKIe
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3aboseBaHMsA, TPaBMBbI, IPYieM HEKOTOPBIX IeKapCTBEHHBIX
IpenapaTos.

Oco6eHHO BBICOKAsI YaCTOTA T€HETUYECKI JEeTePMIHI-
POBaHHBIX TPOMOO030B HabOMIOAAETCs § GepeMeHHbIX JKeH-
muH. OnpepeneHo, 4To 6oee 4YeM B IIOJIOBMHE C/Iy4aeB Be-
HO3HBIX TPOM6030B BO BpeMsi 6epeMeHHOCTHU 00YCIIOBIEHO
MMEHHO HaC/leICTBEHHBIMU TpoMbobunusamu [22, 23].

HayuHble mcciefoBaHus MO3BOMMINM BBISIBUTH TOYEHU-
Hble MYTAIVM II€/I0TO PsIfia TEHOB, KOTOPBIE B OTHENbHOCTI
MOBBIAIT PUCK TPOMO00OpPa30BaHMsI B HECKONBKO pas,
a [PV HAJIMYMU MHOXXECTBEHHBIX MYTAlWil - B JECATKU U
maxxe coTHU pas. HacmemcTBeHHass TpoMbodpumns Moxer
ObITb 00YCIOB/IEHA M3MEHEHUSIMIU T€HOB, KOTOpPBIE JeTep-
MUHUPYIOT ¢GakTopbl TpomboobpasoBanus um ¢GuOpPUHO-
nmusa (rensl ¢akropos II, V, VII, pubpunorena, Tpom60-
LIUTApHBIX pelentopos, nporenHoB C u S, anTuTpoMbMUHA
III, penenitopa mpotenHa S, UHIMOUTOPa aKTUBATOPA IIJIa3-
muHoreHa PAI-1 u fip.), onpenensoT TOHYC COCYROB (TeHBbI
NO-cuHTa3sl, aHIMOTEH3NMHA, AHTMOTEH3VMHIIPEBPAIA0-
mero ¢pepmenta, rer GNB3 u fp.), a Takxe nonumopous-
Mamu B reHax ¢omatHoro ukna (MTHER, MTR, MTRR).

K Hambormee OHACHBIM TeHETUYECKUM WM3MEHEHUAM,
OIpee/ANIIM BBICOKMIT PUCK TpoMboobpasoBanms [23,
24], orHocar myraunio 20210 G>A B reHe mpoTpoM6OuHa u
myTannio 1691 G>A B rene ¢akropa V (myrauus Jleiifen).
MyTtauus 20210 G>A rena nporpom6buna (F2) Hacnemyet-
Cs1 TI0 ayTOCOMHO-JZOMMHAHTHOMY Tuiy. Jacrora BCTpe-
yaeMoCTy B momynAuuu 1-2 %. Myranusa obycnosnusaer
yBeM4eHye ypoBHell mporpoM6buna B 1,5-2 pasza. Hannune
rereposurotel (GA) u MyTaHTHOII romo3nuroTsl (AA) yBe-
NMYUBaeT PUCK TPOMOO30B y 6epeMeHHBbIX B 6,8 1 24,4 pa3a
cooTBeTCTBeHHO. PacnpocrpanenHocts amnens G20210A
cpenn 6epeMeHHBIX ¢ TpoM6O03aMu cocTayaeT 17%.

MyTanusa 1691 G>A rena F5 Takke HacefyeTcs 10 ay-
TOCOMHO-JOMMHAHTHOMY THIy. YacToTa BCTpe4aeMOCTH B
nonyAnuu — 2-6%. Ilpn Hammuun renornnos GA (retepo-
3urora) 1 AA (MyTaHTHas TOMO3UTOTA) MOSBIAETCA Pe3Nn-
CTEHTHOCTD pakTopa V K pacIelIeHNI0 aKTUBYPOBAHHBIM
npoterHoM C, 4TO MOBBINIAET BEPOSTHOCTh TPOoMOOOOpa-
30BaHMA COOTBETCTBEHHO B 8,3 u 43,4 pasa. Pacnpoctpa-
HEHHOCTb Myranuu nporpombuna G20210A cpenu Gepe-
MEHHBIX ¢ TpoMb03aMu cocTaBset 44%.

IToxazaHusi K TeHETMIECKOMY TECTHMPOBAHNIO MALlV-
€HTOB /s BBIABIEHNUS TpoMbobumInm MHOTOOOpasHBI U
[peAoNaraloT NpopuIakTUdecKue U KIMHUKO-1abopa-
topuble Kputepunu. C IpodumakTUIecKol Ije/Ibl0 TeHe-
TUYeCKOe TUNVMPOBaHNEe HA3HAYAETCs MAlMeHTaM, s
KOTOPBIX [VIAHUPYETCs OOIIMPHOE XUPYPrUiecKoe BMela-
TENbCTBO, [INTENbHAS IMMOOVIN3AIs, IPUeM OPalbHBIX
KOHTPALIENTHBOB U APYIUX TOPMOHATBHBIX IIPENaparos,
6epeMeHHOCTD, T.e. COCTOSIHUS, KOTOpBble CONPSDKEHBI €
HOBBILIEHHBIM PUCKOM pa3BUTHUs Tpomb03a. B mepByio
ouepenb INpo¢uIakTHYeckoe o00CTefoBaHue II0Ka3aHO
IpPsIMBIM POACTBEHHMKAM 00/IbHOTO, ¥ KOTOPOTO €CTh K/IU-
HUYecKast MaHugecTanys TpoMO0 TNy 1/ Uy BbISIBIEHBI
«OIIaCHbIE» MYTAaL V.

ITo KIMHMYECKMM IIOKAa3aHWIAM IOAIexar o06cieno-
BAaHUIO IAL[MEHTHI, MMeIOl[ie Ha JaHHBII MOMEHT MIN B
aHaMHe3e XU3HM (0COOEHHO B MOJIOOM BO3pacTe) CIy-
gan Tpom603a, MHGpApPKTa MUOKAPHAA, MHCYIbTA, OBBIIIeE-
Hue yPOBHs aHTU(OCHONNIINFHBIX aHTUTEN UM TOMOLI-
CTeuHa, M3MEHEeHNs [TOKasaTeseil reMocTasa 1 T.jj. Takxe
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06CIeoBaHMIo TOMIeKAT OepeMeHHble U IUTaHMPYIoLINe
0epeMEeHHOCTD JKEHIIMHBI, UMEIOLIie Ha AAHHBII MOMEHT
VIV B aHaMHe3e XU3HU TPOMOO03bl (0COOEHHO eCIy OHU
BO3HUKA/IN B CBSI3U C GepeMeHHOCTDIO, POJAMH, IIPUEMOM
OpajIbHBIX KOHTPAIleNITUBOB, TOPMOHAILHOI 3aMeCTUTe/Ib-
HOII Tepanun), GpeToIIalleHTapHYIO HeJOCTaATOYHOCTD, OT-
CTIONIKY ITalleHThI, IPUBbIYHOE HEBBIHAIINBaHNE OepeMeH-
HOCTHU, BHYTPUYTPOOHYIO I116e/b UIN 3aZePXKKY PasBUTIS
IUTOZIA, TSKeble (POPMBI ITO3/JHETO TOKCUKO3a, TPeIKTaMII-
CMIO, 9K/IAMIICHUIO, ie(eKThl Pa3BUTUSI HEPBHOI TPyOKHU Y
Ioja.

HasHaueHne reHeTMYeCKIX aHAINM30B [I03BOJIAET BbIJe-
JIATH TPYIIIBI PUCKA IO Pa3BUTUIO TPOMOO30B, MpefIIona-
raTh TSDKECTb 3a00/I€BAHNUS U BOZMOXXHOCTD OC/IOXKHEHMUIA,
yCTaHaBIMBAaTh IPOTHO3, OIpeNeNATb MHTEHCUBHOCTD
Tepanuy, OOGOCHOBBIBATH PEKOMEH[IOBAHHbBIE OOJIBHO-
My AJIUTENbHBIE, HEPEJKO IOXM3HEHHBIE, JNedyeOHO-Tpo-
¢$umakTUYecKe MepOIpUsTIs, B TOM YUC/Ie Ha3HAueHIe
HU3KOMOJIEKY/IAPHBIX TemapuHoB [22, 23]. Panusas mpo-
¢umakTuKa U CBOeBpeMeHHast KOPPEKUsI O3BOIsIET 1160
HUBEIMPOBATD, TMOO CYIIeCTBEHHO 0CMA0UTD HeOIaronpu-
sTHbIe 3¢ (PeKTH PYHKIMOHATPHO HEIIOTHOI[EHHBIX TeHOB.

Tenerndeckue GpaKkToOpsI OCTEONOPO3a

Octeonopos (OIl) — mmpoko pacnpocTpaHEHHOE XPO-
HIYecKoe IIporpeccupynoliee MeTaboIdeckoe CUCTeMHOe
3aboeBaHye CKeleTa, KOTOPOe XapaKTepU3yeTCsl CHIKe-
HUEeM MMHEPaJIbHO IUIOTHOCTM U HapyLIEeHMEeM MMKpPO-
ApXUTEKTOHMKM KOCTHOI TKaHMU, BCTIACTBUE YeTo CHIDKA-
eTCsI ee MPOYHOCTD ¥ IOBBILIAETCS PUCK IepeIoMOoB [25].
ITo mannbiM Becemuproit Opranmnsanyuy 3apaBooxpaHeHns,
OII BpImIesn MO 3HAYMMOCTHM Ha 9YeTBEPTOE MECTO Cpefi He-
MHQEeKIMOHHBIX 3a00/eBaHMil IOCTe CepAeuHO-COCYAU-
CTOI1, OHKOJIOTMYECKOJT IIaTOJIOTUY U guabera.

ITo atuonorun OII sBnsiercs MHOrodakTopHBIM 3a60-
JIeBaHMEM U HOApa3/e/AeTCs Ha IepBUYHBIN (IOCTMEHOIIa-
y3a/IbHBI, CeHWIbHBIN, MAVOMATNYECKNII) U BTOPUYHBII
[26]. Camoit pacnpoctpaHeHHOiT ¢dopmoit 3aboneBaHMs
ABNAETCA NMocTMeHomnaysanbHblil OII, ymenpHBIT Bec Ko-
Toporo coctasisieT Ko 80% cpenu Bcex Bupos OII [27].
Oxkorno 40% xeHmuH B nocTMeHonay3se nmeroT OII, u, xak
OXKMIaeTCs, 9TOT OKa3aTelb HEYKIOHHO OyneT pactu [28].

bes comHeHusa ocHoBHoll mnpuuuHoit paseutusa OIl y
JKEHIIVH B IIOCTMEHOIIAy3y ABIAeTCA feUIUT 3CTPOreHOB
[27]. CymecTBeHHBle yCIIeXy IOCTENHUX JIeT B U3YYEHUN
¢dbusnomorndecknux u maToGu3NUONOTUIECKNX 3aKOHOMEP-
HOCTEJl KOCTHOTO PEeMOJe/IMPOBAHNSA MO3BOIMIN YCTaHO-
BUTb BXHYI0 poib B natorenese OIl 1 MMMyHHBIX Mexa-
Hu3MoB [29]. Kpome ToOro, pesynbraTbl MHOTOYMCTIEHHBIX
SMUAEMMONTOTNYECKIX MCCIEIOBAHNI  JeMOHCTPUPYIOT,
410 10 90% cimydaeB OII reHeTV4ecKy HeTePMUHUPOBAHO
[25].

MuHepanbHas IJIOTHOCTb KOCTHOM TKAaHM, KaK U pas-
BIUTHE BCEJ KOCTY, 3aBUCUT OT (PYHKIMYM MHOTHX T€HOB, T.€.
reHHas cetp OIl, paBHO Kak 1 MOp¢doreHesa, KOCTI BeCbMa
cnoxHa. Cpeny 60o7ee 4eM 150 reHOB KaHJUIATOB, My Tal[ U
B KOTOPBIX MOTyT yBenmuuBarb puck OII [25, 30], MmoxHO
BBIJIe/IUTh HECKO/IBKO MX IpyHIl. K reHaM kanbLnoTpoOnHBIX
TOPMOHOB, 93H[JOKPUHHBIX (aKTOPOB U UX PELEeNTOPOB OT-
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HocAT reHbl VDR (peuenrtop Butamuua D), ESR1 u ESR2
(peuenTopsr acTporeHoB anbda u 6era), CT (xampuuro-
uuH), CALCR (peuenrop xanpyuronusa), PTH u PTH1R
(mapaTupeougHbII TOPMOH U ero penentop), AR (peuen-
top angporenos), GCCR (perentop rIoKOKOPTUKOUIOB).
TeHbI KOMIIOHEHTOB KOCTHOTO MaTpukca B maroreHese OIT
npencrabneHbl reHamu COLIALl m COLIA2 (anbda-1 n
anpda-2 nenu korareHa I tuma), BGP (octeokanpiiuy),
ON (ocreonektun), OPN (ocreomontun). Ilocnemnue
TOBI MTOBBIIIEHHOE BHUMAaHMe yAeAAeTCA MyTalMAM B Te-
HaX, eTePMUHUPYIOINX MMMYHHbIe (PaKTOPBI U HOBBIIIA-
fomyx puck OIl: TNF-a (dakrop Hekposa OIyXOIM alb-
¢da), TNFRSF11B (octeonpoterepun), TNEFSF11 (RANKL),
TNFRSF11A (RANK), IL-1B, IL-6, IL-10, TGFBI (rpanc-
¢dopmupyromuit ¢paxrop pocra 6era 1), IGF1 (nucynuso-
nono6usil gpaktop pocra 1) u gp. Kpome Toro, noxasana
ponb B passutun OII myTanuit B reHax Wnt cUrHajbHOTO
nytu CTNNBI (B-xarennn), SOST (cknepoctun), FOXC2
n FOXL1 (¢akropsr Tpanckpunuun), GPR177 (TpancmeMm-
6paunbIit 6emok), LRP4 n LRP5 (6enkn 4 u 5, pofgcTBeHHbIE
CeMeilCTBY Oe/lKOB pelenTopa IUIOINPOTENHOB HU3KOI
IUIOTHOCTH).

CrefyeT OTMETUTD, UTO KaXK/Iasl U3 MYTALUil B BBIILIEY-
Ka3aHHBIX FeHaX 0OHAPYXMBAET, KaK IPABIIIO, IOKA3ATE/NN
OR, He npeBbimaromue 1,50. B ¢BA3M ¢ aTUM B KIMHUYe-
CKOIl MpaKTuKe Ay ompefenennsa pucka passurtus OII, B
TOM 4ICJIe y JKEHINWH B IIOCTMEHOIIAy3y, PeKOMEHAYeTCs
UCIIONTb30BATh KOMIUIEKCHBIN MOAXOJ — OJHOBPEMEHHO
UCCIeflOBaTh IPYIIY EHOB, MMEIOMINX [aTOT€HETUIEeCKOe
3Ha4YeHye pyu 3a60IeBaHUN.

3akimoueHne

TakuM 06pasoM, 3apOAMBIINCE KaK TeOpeTHYecKas Ha-
yKa, U3ydJalolllass MHTUMHbIE IIPOLeCChl KM3HEeesTeNbHO-
CTV OpPraHM3Ma, MOJIEKY/ISIPHAsi TEHETUKA B KOPOTKMUIL CPOK
CTajma BeCchbMa BA)XKHOI /A MPaKTUYECKOTO 3paBOOXpa-
HeHusA. C OJZHOI CTOPOHBI, MOJIEKY/IAPHAs TeHeTUKA CTaja
6a30i1 I YIIyOJIeHHOrO IIOHVMaHMA MHOTMX IIPOLIeCCOB,
HPONCXOAAMUX B OPTaHU3Me 3[I0POBOTO U HOTBHOTO Yeso-
BeKa, U CIY)XUT OCHOBOI HJIs1 M3Y4YEHNUs IPUYMH U T1aTO-
reHeTMYIeCKUX (PAKTOPOB MIMPOKOTO CIIEKTPa 3a60IeBaHMIL
YeloBeKa, B TOM YNCIIe OIpefle/IAI0UINX COCTOAHNUE )KEHCKO-
ro 340poBbsi. C IPYroit CTOPOHDI, MONIEKY/IApHAs FTeHeTHKA
yKe ceifdac IpefaraeT KOHKPETHbIE IPAKTUIECKIE PEKO-
MEHJIALUN JJIA PaHHell AMAarHOCTUKMU ¥ OIpeJie/ieHUs OI-
TUMAaJIbHOI CTpaTernu NpopUIaKTUKU M Tepaluy Mupo-
KO PacIpOCTpaHeHHbIX 3ab0meBanmit y xeHmuH. K rakum
3abo/eBaHMAM MOXKHO OTHECTU OXKMPEHMEe U CaXapHBIN
nuaber, OHKONOrM4YeCcKre 3ab0IeBaHus, B TOM YUCTIe aKTy-
Q/IbHBIE /IS KEHIUH PAaK MOTOYHOI JKeIe3bl U SIMYHUKOB,
TPOMOOPUINIO, UMEIOIYI0 IOPOI KTI04eBoe 3HaUeHMe IIpU
maTomoruy 6epeMeHHOCTH, OCTEONOPO3, KOTOPBI 0COOEH-
HO OIlaceH J/IS JKEHIMH HOCTMEHOIAy3aTbHOIO MepPHoja.
BHepeHMe TeHETMYECKOTO TeCTUPOBAHNA B KIMHIYECKYIO
IpPAaKTUKY 3HaMeHyeT co0oif Hayalo HOBOI 3PbI B MefuU-
[[MHe, OTKPBIBAET HOBbIE BO3MOXXHOCTU [/IsI YBETNYIEH
KauecTBa MEAMIMHCKUX YCIYT U HMOBBIIIEHUSA 3G (eKTUB-
HOCTHM paboThI Bpava.
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