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Hannasa pabota asnsetca ¢pparmeHtom HUP «A3-
y4eHME  KJIIMHUKO-MATOreHeTUYEeCKMX  MexaHU3MOoB
pas3sutusa HeanddepeHUMpOoBaHHON AMCnnasmm co-
€ONHUTENbHOM TKaHW B PEMOOENNPOBAHNMN 31aCTUYHO-
TKaHHbIX CTPYKTYp OpraHm3ma yenoseka», Neroc. perun-
ctpauum 0112U001027

BcTtynneHmne. BaxHon dopmon npenynpexae-
HUS Pas3BUTUS MYNbTUdAKTOPUANbHbBIX 3aboneBaHni
B HacTosillee BpeMs aBaseTcs dopMmpoBaHme rpynr
pucka gns npoBeLeHUs NepPBUYHON MPOdUNakTUKN,
rEHETUYECKOr0 KOHCYNbTUPOBAHUA U AMCNaHcepu3a-
umm [6,9,15]. PacyeT BennuMHbl pucka MOBTOPEHUS
MynbTUdakTopmnansHoro 3abosieBaHns B CEMbe SIBJIS-
eTcsl Heo6XO0AUMbIM 3TarnoM FEHETUYECKOrO KOHCY/b-
TUPOBAHWS NS AaNbHENLLEro MPUHATUS peLleHns B
OTHOLLEHUM NPODUNAKTUKMA U NIeYeHnst OONbHOro no-
TomcTBa. M ecnu pgnsi MOHOreHHOW naTtoforvm npu
M3BECTHbIX FTEHOTUMNAxX pPoauTEner pacyeT BeNYUHBbI
reHeTn4yeckoro pucka He npeactasnser Tpyga [11,
15], TO pacyeT BEpPOATHOCTM pPa3BUTUA MYyNbTUHAKTO-
puanibHOro 3a60neBaHNSA OCNOXHAETCS BKNaA0M MHO-
rMX reHOB B pa3BUTME MpU3Haka, 0COOBEHHO Mpu OT-
CYTCTBUW TOYHbIX FTEHETUYECKNX MapPKEPOB. B cBa3n C
3TUM O NPaKTUYECKO paboThbl FrEHETMKOB U Bpayen
NpPeacTaBNsSeTCs akTyasibHbIM UCMOMb30BaHME pasnmy-
HbIX, B TOM YMC/Ee U Mano3aTpaTHbIX METOO0B FrEeHeTuU-
4eCcKoro aHanusa.

C nomoLLbi0 NONYASALUMOHHBIX YaCTOT MOXHO pac-
CuMTaTb BENVNYUHBI PEKYPPEHTHOrO WAM MOBTOPHOMO
pucka pa3BuTusa 3abosieBaHNsA U NOCTPOUTL TabnuLbl
PEKYPPEHTHOrO pucka Ana GopmMmpoBaHusa rpynmnbl
pucka ans 60nbLUMHCTBA MYNbTUdAKTOPUabHbIX 3a-
6oneBaHuii, B TOM 4uCne 1 OAs pacnpoCTPaHEHHbIX
CNOXHOHACNeaoyeMbIX reHOO4epMaTo30B, Takux, Kak
rncopwuas, atonnyeckuin gepmaTuTt, BuTunmro [5,12].

[Ona cemeliHon npodunakTnkn 3aboneBaHus Mo
BO3pacTy MaHudectauum 3aboneBaHusi poauTens
MOXHO MpOorHo3upoBaTb AebloT 3aboneBaHust y Mo-
TOMKa B OMpeaefnieHHOM BO3PacTHOM MHTepBane, no-
CKOJIbKY W3BECTHO, 4TO A4S CJIOXXHOHAcenyeMbix
3ab0neBaHNIi xapakTepeH onpeneneHHbI BO3pacT Ma-
HUdecTaumm n nokasaHbl 3addekTbl aHTUUMnaunn [4,
14, 16]. MNpw 3TOM pUCK A/ NOTOMKA BO3pPaCTaeT, eC/n
3T0 3aboneBaHne ecTb y ero poautens. Kputnyeckuia
BO3pacT MaHudecTaunm 3aboneBaHns Ha ONpeaenéx-
HOM 3Tane OHTOreHesa sIBNSEeTCS anbTepHaTUBHbLIM, U
He CTOJIb 3aTpaTHbIM MOAXOAOM K MOWUCKY HaOEXHbIX

MapKkEpPOB, KOTOPbIE YNPOCTUAM Obl MPOrHO3 Pa3BUTUS
3aboneBaHus.

Ha ocHoBaHMM pe3ynbLTaToB MOJEKYNSPHO-FeHe-
TUYECKOro aHann3a reHoB MpPeapacrnofioKeHHOCTU K
3a00MeBaHNI0 PACCHNTLIBAIOTCS 4aCTOTbl annenen u
rEHOTUMOB, C MOMOLLbLIO KOTOPbIX BbIYMCASETCS BENU-
4YMHa OTHOCUTENBHOrO pUcka pasBuUTUS 3aboneBaHUs
y HOCUTENSA ONPEeAenieHHOro reHoTvna wunu anfnens B
KaXX40M KOHKPETHOM nonynsaumn.

TakuMm 06pPa30M, FreHeTU4eckne XapakTEPUCTUKN,
nosyyeHHble B pe3ynbTaTe aHanm3a Ha MonynsuMoH-
HOM, CEMENHOM U WHOVBUAYAIbHOM YPOBHSIX, MOTyT
ObITb UCMONBb30BaHbI A1 COCTAB/IEHNSA FEHETUYECKOrO
NPOrHo3a pasBuUTUS MynbTUdaKkTopransHoro 3abone-
BaHWS, WIOCTPALMSA Y4ero Ha npumepe ncopumasa u
cTasia uenblo JaHHON paboThl.

OO0BbeKkT n meToabl uccnegosaHua. COop reHea-
nornyeckomn nHpopmaumm NpoBOANICS METOAOM eaun-
HUYHOW perucTpauum npobaHaa ¢ y4eTOM 3TUHYECKUX
TpeboBaHuin npu paboTte ¢ yenoBekom Ha 6asze O6-
JIACTHOIO  KJIMHNYECKOr0  KOXHO-BEHEPOIOrMYECKOro
oucnaHcepa Ne 1 (r. XapbkoB, rmasHbI Bpay J1. B. Po-
weHiok). lMpoBeneH pacyeTbl PacnpOCTPaHEHHOCTH,
HaKoMIeHHoM 3ab60neBaemMoCTH, MOMYALUMOHHbIX Ya-
ctot [10]. CerperauyoHHbIe 4acTOTbl U UX CTATUCTU-
yeckme owmnbkn BbluMcneHbl No A. BaiHbepry [2], Be-
JINYVHBI PEKYPPEHTHOrO pucka — no H. MopTtoHny [25].
lMporHo3upoBaHue Bo3pacta MaHudecTaumm ncopu-
asa no pPoAMUTENIO BbIMOSIHEHO C UCMOMb30BAHMEM pe-
3ynbTaTtoB perpeccuoHHoro aHanusa [13]. OTHocwu-
TenbHbIM PUCK 1N OBEPUTENbHbIN MHTEPBA BbIYUCIEHbI
no P. Armitage [17] Ha OCHOBaHUM PE3YyNLTAaTOB MOJle-
KYNSIPHO-reHeTn4Yeckoro aHanuaa [8].

PesynbTaThl MUCCNIe[0BaHUA N NX 06CyXaeHune.
PacyeTr BenYuHbI PEKYPPEHTHOrO WM [OBTOPHOIO
pucka pa3BuTus 3a60seBaHNs] Ha OCHOBaHWUY [10ryJisi-
LIMOHHBIX H4aCcTOT. Tabnnupbl PEKYPEHTHOrO prUcka MoryT
ObITb MCMONBb30BaHbl MPU FEHETUYECKOM KOHCYNbTU-
pOBaHUM OTOENbHOW CeEMbU OASA pacyeTa BennNYUHbI
pucka NOBTOPEHUS 3ab0neBaHNs B CEMbE U OObSICHE-
HWS CMbICNIA FEHEeTUYECKOro NPOorHo3a obpaTUBLLNMCS,
npv GOPMMPOBAHUN FEHETUYECKOro NPOrHo3a pas3Bu-
TUS reHogepmartosa 4J1s nioboro NpeacTaBmTeNs Xapb-
KOBCKOW Monynaumm, a Takxke Ans opyrux ropoacknx v
cenbCckux nonynsumini BoctouHoi YkpauHel. Mo nono6-
HbIM TabnMuamM MOXHO OLEHUTb PUCK pasBuUTus 3abo-
JIeBaHNA B TE€YEHME XU3HN Y KOHCYNbTUPYIOLLLErocs C
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ydyetom rnona, ¢dopmbl 3abone-
BaHUs, HANN4YMA OONbHbLIX 1 300-
POBbIX poauUTENnen n cndbcos.

CnenyeT OTMETUTb, YTO Npu
dopMMpoOBaHMM NPOrHo3a pas-
BUTUSA 3aboneBaHusa ans nobo-
ro yenoBeka BaXHO Y4eCTb, YTO
0N reHoAepMaTo30B BO3MOX-
HO CYLLECTBOBAHME FEHOKOMUIA
n deHokonui. Tak Xe BaxHO
MOMHUTbL O TOM, 4YTO MHOrue
MynbTudakTopmanbHble  3abo-
neBaHns ABNSIOTCSA BO3pacT3a-
BUCUMbIMU, T. €. NpobaHg unm
€ro POACTBEHHUKN MO elLle
He LOXWUTb 0O BO3pacTa Havana
3aboneBaHus.

[MepBuryHaga nHdopmaumns
O  KOHCYNbTUPYIOLWEMCSH  UC-
nonb3dyeTrca ana nopbopa co-
oTBeTCTBylOWEN Tabnuupl pe-
KYppeHTHOro pucka (Tabn.
1-4). Tabnuupl C YCNIOBHbIMU
0603HaYeHNAMN:

«NxN» nogxogaT ONs KOH-
CYNbTUPYIOLLErOCSs, Y KOTOPOro
oba poanTens He MMEIDT Takyto
e NaTonoruio.

«AxN» noaoxogaT nnsa KOH-
CYNbTUPYIOLLIErOoCs, Y KOTOPO-
ro oAuMH N3 poguTenem nmeet
TaKkylo Xe naTtoforuio.

«Obuwas rpynna» — npegHa-
3Ha4YeHbl AN BblOa4yM NpPOrHo3a
O BEPOSATHOCTU pPa3BUTUS Te-
HooepmaTo3a ©0e3 YTOYHEeHUs
bopMmbl.

B 3aBucumocTn OT KOnu-
yecTBa 300POBbIX U BGOMNbHbIX
neTein B cemMbsix, No Tabnmue Ha-
XOAAT HEOOXOANMYIO BENNYNHY,
KOTOpYlO HeobxoOauMo YMHO-
XUTb Ha ¢TO (100 %) [5].

Mpumep 1. Npobang, 3., 18
NeT, XuTenb XapbKoBCKO obna-
CTU, He paboTaeT, cumTaeT cebs
OONbHBIM C OeTcTBa (CO CnoB
poaouTenen), HaxoouTCs  Ha
avncnaHcepHom ydete B OKKB/,
Ne1. KnuHmyeckmin puarHos:
ncopvas BOJIOCUCTOM 4acTu ro-
JI0BbI, CTauMOHapHas ctagus.

AHanna  reHeanorn4yeckom
vHdopMaLMm nokasarn, 4To Npo-
0aHO, MEeeT MOHMXEHHYI0 cTe-
MeHb 9K30rammm poauTenen,
oTtey, npobaHaa, 40 net, UmeeT ¢
20 neT Takyio xe popmMy ncopu-
asa, kak n npodana. bpart, maTb,
npapoamTenu, Tetu, osam, OBo-
IOpOAHbIE, TPOKOPOAHbIE CUOCHI

Ta6nuua 1
Tabnuua peKyppeHTHOro pucka aJisi XXeHLWuH, obLwaa rpynna, c
Tunom 6paka poautenei «NxN»

Bcero

KonnuecTtBo 60/bHbIX AeTen

0

3

4

5

6

10

0,007

0,007

0,075

0,006

0,070

0,135

0,006

0,066

0,127

0,187

0,005

0,062

0,119

0,176

0,233

0,005

0,059

0,113

0,167

0,221

0,275

0,005

0,056

0,107

0,158

0,210

0,261

0,312

0,005

0,053

0,102

0,151

0,199

0,248

0,297

0,345

0,004

0,051

0,097

0,144

0,190

0,236

0,283

0,329

0,376

[(eRe-RENRIO NI RESNIGRIVE P (o]

0,004

0,049

0,093

0,137

0,182

0,226

0,270

0,315

0,359

0,403

—_
o

0,004

0,046

0,089

0,131

0,174

0,216

0,259

0,301

0,344

0,386

0,429

Tabnuua 2
TaGnuua peKyppeHTHOro pucka ajis My>X4uH, obwias rpynna, ¢
TUnom O6paka poauTteneii «<NxN»

KonnyectBo 60MbHbIX AeTen

Bcero 0

3

4

5

6

7

10

o

0,007

0,007

0,072

0,006

0,067

0,129

0,006

0,063

0,121

0,179

0,005

0,060

0,115

0,169

0,224

0,005

0,057

0,109

0,160

0,212

0,264

0,005

0,054

0,103

0,153

0,202

0,251

0,300

0,005

0,052

0,098

0,145

0,192

0,239

0,286

0,333

0,004

0,049

0,094

0,139

0,184

0,228

0,273

0,318

0,363

O | N|O|O | B W N =

0,004

0,047

0,090

0,133

0,176

0,219

0,262

0,304

0,347

0,390

—_
o

0,004

0,045

0,086

0,127

0,169

0,210

0,251

0,292

0,333

0,374

0,415

Ta6bnuua 3
TaGnuua peKyppeHTHOro pucka aJis XXeHL H, ooLwasa rpynna, c
TUnom Opaka poauTteneii «<NxA»

Bcero KonnyectBo 60MbHbIX AeTen
0 1 2 3 4 5 6 7 8 9 10
0 0,008
1 0,007 (0,199
2 0,005 ]0,167 | 0,328
3 0,005 (0,144 (0,282 | 0,421
4 0,004 | 0,126 | 0,248 | 0,370 | 0,492
5 0,004 | 0,112 {0,221] 0,330 | 0,438 | 0,547
6 0,003]0,101 {0,199 0,297 | 0,395 | 0,493 | 0,591
7 0,003 |0,092|0,182| 0,271 /0,360 | 0,449 [ 0,539 | 0,628
8 0,003 | 0,085 |0,167 | 0,249 | 0,331 | 0,413 | 0,494 | 0,576 | 0,658
9 0,003 | 0,078 {0,154 | 0,230 | 0,306 | 0,381 | 0,457 | 0,533 | 0,608 | 0,684
10 0,002 |0,073 |0,143 |0,214 |0,284 [0,354 |0,425 0,495 |0,566 |0,636 |0,706

1 opyrue poAcTBEHHMKM Takoro 3aboneBaHms 1 opyrux 3aboneBaHnin KOXun He

nMmenn.

Ha ocHoBaHun nmetoLenca nHdopmMauymm MOXHO COCTaBUTb FTEHETUYECKUN
NMPOrHoO3 AJi1sl 3Tol ceMbl. BepoATHOCTbL TOro, 4TO y oTUa NpobaHaa cnenyoLwmin
pebeHok 6yaet 6oneH — 14,7-16,1 %. [Ans HaxoxneHns aTol Bennm4mHbl He06X0-
O1MO ObI1o BOCMNOb30BaTbCs Tabnuueit 3 nnm 4. BepoaTHOCTb Ans npodaHaa
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Tabnuua peKyppeHTHOro pMcka aJss My>X4uH, oowiaq rpynna, ¢
TUnom 6paka pogurtenei «NxA»

Tabnuua 4 yyéta ¢opmbl Gonesnn. IToT
daKT CBUIOETENLCTBYET O BaXHO-
CTW BblHUCNEHUHA MPOrHo3a onsg
Kaxxgon ¢opmbl  3aboneBaHus,

KonnyectBo 60/1bHbIX AeTel

4TO NMO3BOJINT pacCcHUTaTb 6onee

B
ceror Ty 1 2 3 4 5 6

TOYHbIV NPOrHO3 OJ151 NOTOMCTBA.

o

0,008

C nomMoLblo CTaTUCTUYECKU

0,007 | 0,171

3HAYMMbIX YPaBHEHUN JINHEHON

0,006 | 0,147 | 0,289

perpeccun (NOMEYeHHbIX B Ta-

0,005]0,129 | 0,253 | 0,377

onuue 5 38e3004K0M — ) MOXHO

0,004 |0,115| 0,225 | 0,335 | 0,445

NPOrHo3npoBaTb BO3pPaCT MaHu-

0,004 /0,103 0,203 | 0,302 | 0,401 | 0,501

decTaumm noTomka, NoacTaBnas

0,004 0,094 | 0,184 | 0,275 | 0,365 | 0,455 | 0,546

3HavyeHns Bo3pacTa MmaHndecTa-

0,003 0,086 | 0,169 | 0,252 | 0,335

0,418 10,500 0,583

LM pOOUTENS B YPaBHEHME.

0,003 /0,080 0,156 | 0,233 | 0,309

0,386 10,462 0,539 | 0,615

Mpumep 2. PacnpocTpaHeH-

© (o (N|O |0 |d [N |—=

0,003 | 0,074 | 0,145 | 0,216 | 0,287

0,358 10,429 | 0,500 |0,571(0,643

Hblli NCOpPUas y XEeHLWHbI, UMe-

—_
o

0,003 | 0,069 | 0,135 | 0,202 | 0,268 | 0,334 | 0,401

0,467 |0,534 10,600 0,666

IOLLLEN CbiHA, MaHUdeCTUpoBan B

nmeTb 6onbHoro pebenka — 0,8 %, He3aBUCMMO OT
nona pebeHka. [1nsa HaxoXAeHUs 3TOW BENYUHBLI He-
006x0aMMOo OblSI0 BOCMN0J1b30BaThCs Tabnuuei 3 nnmv 4.
Puck 14,7-16,1% — puck NoOBbILIEHHbIA, HEO0OX0OMMO
pekomMeHaoBaTb MNOMECTUTbL cnbca npobaHaa B rpynny
pucka ons NpoBeAeHUs NEPBUYHON NPODUNAKTUKN 3a-
OoneBaHUsl, Tak Kak, BO3MOXHO, OH €LLEe HEe O0XUN A0
cpefHero Bo3pacTta Hadyana 3aboneBaHusl, 1 MOXHO
OXWNAaTb y HEro Pa3BUTME NATOJIONMMU, 3TO XE KacaeTca
1 6yaywimx geter npobaHaa.

lporHosvpoBaHne Bo3pacta MaHugecTaLmm rnco-
puasa no poauteso. NockonbKy Ons CloXHOHacne-
Ooyemblx 3aboneBaHUl  XapakTepeH BapbUPYIOLLMIA
BO3pacT MaHudecTauum n MUMelT MecTo 3dpdekTbl
aHTMumnauum [13, 16], To no Bo3pacTy MaHudecTauum
pOAMTENS MOXHO MPOrHo3upoBaTtb AebioT 3abonesa-
HMS Yy NOTOMKa B ONpeaeneHHOM BO3pacTHOM Mnpeae-
ne. Metononorus perpecCMOHHOro aHann3a rno3BoJis-
€T Ha OCHOBaHUM KO3DPULIMEHTOB KOPPENALMN MEXAY
POACTBEHHMKAMM MO BO3PaCTy MaHudecTaumm 3abo-
NIEBAHUS BbIYUCIUTb KOIDPUUNEHTBI perpeccum ong
NOCTPOEHUS YPaBHEHUIN PErpeccun, KOTOpbie U MOXHO
MCNONb30BaTb NPU FEHETUYECKOM KOHCYBTUPOBAHUN.
C noMoLLblo ypaBHEHUIA perpeccum no BO3pacTy MaHn-
decTaumm ncopurasa y poanTenst MOXHO NPOrHO3Mpo-
BaTb AeOl0T ncopuasa y notomka. Mpm aTom puck ons
noTtomka 3aboneTb NCOpMa3oM BO3pPacTaeT, eCnn 370
3aboneBaHne ecTb Y €ro POAUTENS.

[TonyyeHHble 3HaveHus KOapOUUMEHTOB perpec-
Ccum Bo3pacTa MaHudecTauum ncopmasa ana Hacene-
HMA BocTouHOM YkpauHbl MokasbiBaloT, YTO MPOrHO3
0N noToMka OyaeT To4Hee No Matepu, YeM Mo OTLy,
4YTO CBSI3AHO, OY4EBUAHO, C ABNEHNEM «MaTEPUHCKOro
adpdekTa» [19]. Mo poauTensam B LUenom 605ee TOHHO
MOXHO YCTaHOBUTb BO3pacT mMaHudecTaummn 3abone-
BaHWUS ON1A CblHA, YeM Ons godepu. MNporHocTuyecku
6oniee 3HA4YMMbIM SIBNISieTCsl BO3pacT MaHudecTaumnmn
3aboneBaHUsa MaTepu A5 CbiHA, YEM A1 [OYEPU.

Kpome Toro, npu ytouHeHumn popmbl 3aboneBaHus,
Hanpumep, A9 pacnpocTpaHEHHOro ncopmasa, oyayT
HabnopaTbCca 6onee BbICOKME 3HAYEHUS YKA3aHHOro
napameTpa, 4em npu ob6obLleHnn BCex AaHHbIX 6e3

45 ner. Mo ypaBHEHUIO NNHENHOM

perpeccumn NporHo3npyeTcs KPUTUYECKUIA BO3pacT Ma-
HUdecTaumm ncopurasa y CbiHa, A1 Tna POACTBEHHOM
napbl «MaTb-CbiH» — 34,3 roga, No ypaBHEHUIO «MaTb-
notomok» — 33,8, MO ypaBHEHUIO «POAUTENb-CblH» —
32,4, N0 ypaBHEHUIO «POAMTENB-NOTOMOK» — 28,8.

3HaHVe KpUTMYECKOro BO3pacTa HaluenvBaeT Ha
NPUHATE NPOPUNAKTUHECKNX MEPONPUSTUA ANs 300-
pPOBOro NMoTOMKa, poauTEslb KOTOPOro GoneH ncopua-
30M, eLlE He OOXMBLLEro A0 ONpeaeneHHoro Bo3pac-
Ta. Ecnn kputnyecknin BoO3pacT nponaeH, ¢ 60nbLLOo
BEPOSATHOCTLIO MOXHO npegnonarartb, 4TO ncopuas
yxe He MaHndecTunpyet [13].

PacyeT Besn4nHbl OTHOCUTE/IbHOIrO pucka pas3Bu-
T1s1 3a60/1€BaHVsi HA OCHOBaHWV Pe3ysIbTaTOB reHeTu-
4ecKoro TecTupoBaHusi. N13BeCTHO, 4TO HOCUTENBLCTBO
OTOENbHbIX annene reHoB npenpacnonoXeHHOCTU
aBngeTcd GakTopoM pucka pPassBuTUs MynbTUdaKToOpn-
anbHbIX 3a6oneBanHnin [3]. Ha ocHoBaHUKM napameTpoB
KaHOMOATHBIX TEHOB B KaX/A0M KOHKPETHOM nonynauumn
MO>HO PacCYMTaTb OTHOCUTESbHBIV PUCK PA3BUTUS 3a-
6oneBaHns onsa NULL, HOCUTENEN Takux FreHOTUMNOB UK
annenen.

K reHHom cetn ncopuasa OTHOCAT MHOXECTBO
reHOB, OAHVM N3 KOTOPbIX ABASETCS FeH MeTuneHTe-
Tparngpodonarpeaykrasol (MTHFR, 1p36. 3, OMIM

607093) [14]. Hanbonee wu3ydeHHbiMM SNP reHa
MTHFR sansoTca nonmmMmopdHble BapuaHtel C677T un
Ta6bnuua 5
YpaBHeHUs perpeccumn

Tvn nap poACTBEHHMKOB | N a y=bx+a
Poontens-notomok 67 | 4,90 y=0,53x+4,90"
MaTtb-noTomMoK 25 0,96 y=0,73x+0,96"
OTeu-noToMoK 42 | 11,83 | y=0,32x+11,83"
PoaounTenb-n04b 26 | 9,47 y=0,33x+9,47"
Pooutenb-cbiH 41 6,34 y=0,58x+6,34"
MaTtb-004b 7 3,28 y=0,52x+3,28
MaTtb-CbIH 18 4,64 y=0,66x+4,64"
OTeu-aoo04b 19 11,48 | y=0,28x+11,48
OTeL-CbIH 23 12,67 | y=0,34x+12,67

Mpumeyanue: y=bx+a npn p<0,05.

BicHuk npo6nem Gionoriti meanunum — 2014 — Bun. 4, Tom 1 (113)

215



KNIHIYHA TA EKCMEPUMEHTAJIbHA MEOULUMHA

A1298C. Y romo3urot no annento T B No3vumm 677 reHa
MTHFR oTmevaeTcst TepMos1iabuibHOCTL pepmeHTa 1
CHMXEeHMe ero aktTmBHocTn 0o 70% oT cpenHero 3Ha-
yeHuqa, annens C B nosnumm 1298 B roMO3UroTHOM
COCTOsIHUM cHUXxaeT akTnBHocTb MTHFR go 60 %, 4to
NPMBOANT K HApYLLUEeHWIO MeTabom3ama ¢onaToB v Npo-
LLeCCOB METUIMPOBaHUSA B KJieTKe, K U3ObITOYHOMY Ha-
KOMJEHUIO FOMOLIMCTEMHA B nna3me kposu [20, 22].

M3BECTHO, 4TO HOCUTENLCTBO annens T B NO3nLUn
677 v annens C B no3uuun 1298 reHa MTHFR B romo-
3UrOTHOM COCTOSIHMM MOKa3aHO Kak CYLLLECTBEHHbIN
KOMMOHEHT BbICOKOro pucka pasBUTUS COCYAMUCTbIX,
pPenpoaykTUBHbIX HapyLLUEHUA, NPeapakoBbiX U pako-
BbIX COCTOSIHMI. BaxxHO oTMeTUTb Takxke, 4To Tabako-
KypeHune 1 ynotpebneHue kode asnsioTcsa pakropamu,
HapyLlalwmmm metabonnam GonaToB v NMPUBOASLLN-
MU K runepromoumnctenHemumn [1, 18, 21, 24].

MccnepoBaHne nokadano, 4to B BoctouHowm Ykpa-
vHe cpean O0NbHLIX NMCOpUasoM A0NSA reTepo3uroT
C677T no reHy MTHFR Bbllle, 4eM cpean OTHOCU-
TenbHO 300POBOro HaceneHusa, 50,6 % npotme 33,7 %,
(df=276, tst=2,58, tf=2,93, p<0,01). PacuyeTt Bean-
YMHbI OTHOCUTENIBHOIO pMUCKa pa3BuUTUA Nncopuasa no-
Kasasn, YTO OTHOCUTENbHbLIN PUCK Pas3BUTUS Ncopuasa
ona retepo3uvrotr CT no nonMmMopgHOMY BapuaHTy
C677T reHa MTHFR Bbiwwe B 2 pasa (OR=2,00, 95% CI
1,20-3,32, p<0,05), 4em y HocuUTEnen ApPyrmx reHoTun-
nos [14].

BeposaTHO, 3TO CBSI3aHO C TEM, YTO Yy reTepo3nrot
C677T, puretepo3urot C677T/A1298C, B TOM uncne n

B YKPaMHCKUX nonynsaumsx [7], otmedaioTcs Hanbonee
BbICOKME 3HAYEHUS YPOBHS rOMOUMCTEMHA B Miasme
kpoBu. Mo gaHHbIM NUTepaTypbl, Y 6OMbHLIX Ncopua-
30M OTMe4aeTcsl runepromoumctenHemus [23, 26].
M36bITOK rOMOLMCTEMHA B OpraHM3Me KoppekTmpyeT-
CSl MyTEM €ro nNpeBpaLLeHNs B METUOHVH WAV LUCTEWH.
LinctenH BxoamMt B COCTaB o-KepPaTMHOB, OCHOBHOIO
6enka HorTen, Koxu 1 Bonoc. BoamoxHo, onsa gepma-
TO30B, CBSI3aHHbIX C HAPYLUEHUSMU KepaTuHU3auuu,
reTepo3uroTHOCTb No nonmmopduamy C677T reHa
MTHFR gaBnseTtca npeaMkTopoM Ana peanu3auum na-
Tonorn4yeckoro deHoTmna.

Mpumep 3. Ecnu No pesynbraTaM reHeTu4eckoro
TecTupoBaHus nonumopdHoro BapmaHta C677T rexHa
MTHFR KOHCYNbTUPYIOLLMACA SBASETCS reTepo3n-
rotonn CT, TO BepOATHOCTb 3a60fieTb NcopuasomMm Ass
Hero BABOE BblLLE, YEM A9 UL, C OPYTMMN FreHoTuna-
MW, 4TO MO3BOMISET NiaHMPOBaTb NPODUNAKTUYECKNE
MeponpusaTus.

BbiBOoAbl. Pe3ynbtaTthl padnivyHbiX BUAOB FEHETU-
4eckoro aHanuaa, NonynsuMOHHOro, reHeanorn4ecko-
ro, MOMEKYNSAPHOro, No3BONAIT CHOPMMPOBATL FPymM-
Nbl pucka pas3BuTUS 3abosieBaHUsl, MPOrHO3MPOBaTb
BO3PACTHOM MHTepBan MaHudecTaumm 3adbonesaHus,
nopobpath cTpaTernn NPodUIaKTUKNn.

MepcnekTnBbl panbHEAWNX WUCCef0BaHUMN.
YBenuieHne o6beMOB UCCNEO0BaHHbIX FPynn NpobaH-
[0B, y4eT popmM 1 ocobeHHocTell 3abosieBaHnii No3BO-
T dopMmnpoBaTb 6ONEe TOYHbIN FreHEeTUYEeCKUIA NPo-
rHO3 Pa3BUTUS MYJIbTUhAKTOPUANbHBIX 3a601EBaHNIA.
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YOK 575.616.224. 2

niaxoaun o oOoPMyYBAHHA FEHETU4YHOIo NMPOrHO3Y PO3BUTKY MYJIbTUDAKTOPIAJIbHUX
3AXBOPIOBAHDb

depota A. M.

Pe3iome. Baxnneoo GopMoIo nonepeskeHHs MynbTUdakTopiasibHNUX 3aXBOPOBaHb € GOPMYBaHHS rpyn pu-
31Ky 19 NPOBEAEHHS MTEHETUYHOIO KOHCYbTYBaHHS, NEPBMHHOI NPodinakTukn Ta gucnaHcepmaadii. Ha nigcrasi
NonynsauiiHUX YacTOT MOXHa PO3paxyBaTu BEJIMYMHU PEKYPEHTHOrO abo MOBTOPHOIrO PU3KKY PO3BUTKY 3aXBO-
ploBaHb, B TOMY YUCHI | AN NOLIMPEHUX CNaAKOBUX reHo4epMaTo3oB, i dopMyBaTu rpynn pnauky. NporHosysa-
TV 0e6I0T 3aXBOPIOBAHHS Y Hallaaka B NeBHOMY BiKOBOMY iHTEPBasi MOXJIMBO 3a BikOM MaHidecTauii natonorii
OaTbka. BennymHa BiZHOCHOIO pU3MKy PO3BUTKY 3aXBOPIOBAHHS Y HOCIIB OKpeMUX reHoTunis abo anenis ons npo-
BeAEeHHS NPOodiNakTukyu po3paxoBYETbLCS Ha MiACTaBI Pe3ynbTaTiB MOAEKYNAPHO-FEHETUYHOIO OOCHIOXKEHHS reHiB
CXUNBbHOCTI. [EHETUYHI XapakTePUCTUKN, OTPUMaHI B pe3ynbTaTi aHanidy Ha nonynsiuinHomy, CiMemHomMy Ta iHaWBI-
LyanbHOMY PIBHAX, MOXHA BUKOPUCTATN ANS CKNAAAHHSA FEHETUYHOrO NPOrHO3y NosiBU MynbTUdAKTOPianbHOI na-
TOJOrii, WO NpeacTaBneHo B AaHili poboTi Ha Npuknagi ncopiasy.

KniouoBi cnoBa: reHeTU4HNN NPOrHO3, PEKYPEHTHUN PU3MK, BIOQHOCHUN PU3NK, NPOrHO3 Biky MaHidecTauii
3axBOPIOBAHHS.

YOK 575.616.224. 2

noaxoabl K ®OPMUPOBAHUIO TEHETUYECKOIO NMPOTHO3A PA3BUTUSA MYJIbBTUDAKTOPUAJIb-
HbIX 3ABOJIEBAHUN

depnoTta A. M.

Peslome. BaxHoi dopmoli npeaynpexaeHns MynbtudaktopmasbHbix 3abonesaHnin ssBnseTcs GopmMmnpoBa-
HVe rpynn pucka Ans NnpoBEAEHUSA FTEHETUYECKOrO KOHCYNbTUPOBAHUS, MEPBUYHON NPODUNAKTUKA 1N ANCAAHCEe-
pu3auumn. Ha oCHOBaHWM MONYASLMOHHbBIX YaCTOT MOXHO pacCcynTaTb BENNYNHBI PEKYPPEHTHOIO MM MOBTOPHOIO
pucka pa3BuTus 3aboneBaHnii, B TOM YUCIE U A1 PACNPOCTPaHEHHbIX CIOXHOHACeAyeEMbIX FTEeHOLEPMATO30B,
1 dopmMmnpoBath rpynnbl pucka. NMporHosnposaTth AeO0T 3ab0neBaHna y NOTOMKA B ONpeaeeHHOM BO3PaCTHOM
VMHTepBasne BO3MOXHO N0 BO3PACTy MaHudecTaumm naTtonorum poantens. BennynHa oTHOCUTENbHOrO pycka pas-
BUTUS 3a60NEeBaHNS Yy HOCUTENEN OTAENbHBIX FEHOTUMOB UKW annenen ans npoBeaeHus NpodunakTUkmM pacCumTbl-
BaeTCHd Ha OCHOBaHWM Pe3y/ibTaToB MOEKYIIPHO-TEHETUYECKOrO NCCNeA0BaHNA TEHOB NPEAPAaCOIOKEHHOCTH.
[eHeTnyeckne xapakTePUCTUKK, NMOSYYEHHbIE B pe3y/bTaTe aHanmM3a Ha NonynsaumoHHOM, CEMENHOM U UHAMBUAOY-
aNbHOM YPOBHSIX, MOXHO MCMNOMIb30BaTh A9 COCTABNEHNSA FTEHETUYECKOrO NPOrHO3a Pas3BUTUSA MynbTUdakTopu-
anbHOro 3ab6oneBaHus, HTO NPOAEMOHCTPUPOBAHO B AAHHOW paboTe Ha NpruMepe ncopurasa.

KnioueBble cnoBa: reHeTU4eCK1in NPOrHO3, PEKYPPEHTHBIN PUCK, OTHOCUTESNbHBIA PUCK, MPOrHO3 BO3pacTta
MaHudpecTauum 3aboneBaHuns.
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Approaches to Formation of the Genetic Forecast of Development of Multifactorial Diseases

Fedota A. M.

Abstract. Introduction. An important form of prevention of multifactorial diseases is the formation of groups at
risk for a genetic counseling, primary prevention and clinical examination. Estimates of recurrent or repeated risk
of diseases including the genodermatoses can be calculated based on the population frequencies and risk groups
can be formed. Predict the onset of the disease in the offspring in a certain age range is possible by age of onset
of pathology parent. The relative risk of developing the disease in carriers of different genotypes to prevention is
calculated based on the results of molecular genetic studies of susceptibility genes. The genetic characteristics,
derived from the analysis on population, family and individual levels, can be used to develop the genetic prognosis
of multifactorial diseases, as illustrated in this paper on the example of psoriasis.

Materials and methods. The calculation of prevalence, cumulative incidence, population frequencies had been
carried out. Segregation frequencies and their statistical errors, the estimates of the recurrence risk had been cal-
culated. Prediction of the age of onset of psoriasis on the parent performed using the results of the regression
analysis. The relative risk and confidence intervals were calculated on the basis of molecular genetic analysis.

Results of the study. The tables of the recurrence risk can estimate the risk of developing the disease in their
lifetime in the consulting, taking into account gender, form of the disease, the presence of the sick and the healthy
parents and siblings. So, if a male proband’s father has the same form of psoriasis, the chances are that the father
of the proband next child (sibling of the proband) is ill - 14,7-16,1%. Chance for proband have a sick child — 0.
8 %. Perhaps sibling has not yet lived up to the average age of onset of the disease, the same applies to the future
children of the proband. The values of the regression coefficients for age at onset of psoriasis population of Eastern
Ukraine show that the prognosis for the child will be more accurate in the mother than to his father that he is obvi-
ously connected with the phenomenon of “maternal effect”. For parents in general more accurately determine the
age of onset for the son than a daughter. Prognostically more important is the age of onset of the disease for the
mother’s son than a daughter. For example, if the spread of psoriasis in a woman who has a son, has manifested
in 45 years, then the linear regression equation for the type of related pairs of “mother-son” critical age at onset
of psoriasis son — 34. 3 years, according to the equation “mother-child” — 33. 8 years, according to the equation
“parent-son” — 32. 4, according to the equation “parent-child” — 28. 8. By gene network psoriasis include multiple
genes, one of which is a gene MTHFR (OMIM 607093). Calculation of the relative risk of psoriasis showed that the
relative risk of developing psoriasis for heterozygotes CT by polymorphic variant C677T of MTHFR gene above 2
times than carriers of other genotypes.

Conclusions. The results of various kinds of genetic analysis, population, family, molecular, allows creating a risk
of developing the disease, to predict the age range of onset, choose the strategy of prevention.

Keywords: genetic prognosis, recurrence risk, relative risk, age of onset forecast.
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