Cubupcruti meduuunckuti xypraz, 2013, Ne 3

in Chronic Liver Disease Study Investigators. Efficacy and safety
of high-dose pravastatin in hypercholesterolemic patients with
well-compensated chronic liver disease: Results of a prospective,
randomized, double-blind, placebo-controlled, multicenter trial
// Hepatology. — 2007. — Vol. 46. — P.1453-1463.

23. Liu Y., Cheng Z., Ding L., et al. Atorvastatin-induced acute
elevation of hepatic enzymes and the absence of cross-toxicity of
pravastatin // Int. J. Clin. Pharmacol. Ther. - 2010. - Vol. 48. -
P.798-802.

24. Marschall H.U, Wagner M., Zollner G., et al.
Ursodeoxycholic acid for treatment of fatty liver disease and
dyslipidemia in morbidly obese patients // Dig. Dis. - 2011. - Vol.
29.-P117-118.

25. McKenney J.M., Davidson M.H., Jacobson T.A., Guyton
J.R. Final conclusions and recommendations of the National Lipid
Association Statin Safety Assessment Task Force // Am. J. Cardiol.
-2006. - Vol. 97. - P.89-94.

26. Motola D., Vargiu A., Leone R., et al. Hepatic adverse drug
reactions: a case/non-case study in Italy // Eur. J. Clin. Pharmacol.
-2007. - Vol. 63. - P.73-79.

27. Nakagomi A., Seino Y., Kohashi K., et al. Effects of Statin
Therapy on the Production of Monocyte Pro-Inflammatory
Cytokines, Cardiac Function, and Long-Term Prognosis in
Chronic Heart Failure Patients With Dyslipidemia // Circ. J. -
2012. - Vol. 76. - P.2130-2138.

28. Nozue T., Yamamoto S., Tohyama S., et al. Comparison
of Change in Coronary Atherosclerosis in Patients With Stable
Versus Unstable Angina Pectoris Receiving Statin Therapy (from
the Treatment With Statin on Atheroma Regression Evaluated
by Intravascular Ultrasound With Virtual Histology [TRUTH]
Study) // Am. J. Cardiol. - 2013. - Jan 18. [Epub ahead of print].

29. Oh M.K., Winn ]., Poordad F. Review article: diagnosis

and treatment of non-alcoholic fatty liver disease // Aliment.
Pharmacol. Ther. - 2008. —Vol. 28. -P.503-522.

30. Riley P, Al Bakir M., O’Donohue J., Crook M. Prescribing
statins to patients with nonalcoholic fatty liver disease: real
cardiovascular benefits outweigh theoretical hepatotoxic risk //
Cardiovasc. Ther. - 2009. - Vol. 27. — P.216-220.

31.RomaM.G., Toledo ED., Boaglio A.C., et al. Ursodeoxycholic
acid in cholestasis: linking action mechanisms to therapeutic
applications // Clin. Sci. (Lond). - Vol. 201. - P.523-544.

32. Segarra-Newnham M., Parra D., Martin-Cooper E.M.
Effectiveness and hepatotoxicity of statins in men seropositive for
hepatitis C virus // Pharmacotherapy. - 2007. - Vol. 27. - P.845-851.

33. Serfaty L., Poupon R. Therapeutic approaches for
hepatobiliary disorders with ursodeoxycholic acid and bile-acid
derivatives // Clin. Res. Hepatol. Gastroenterol. - 2012. - Vol. 36,
Suppl 1. - S.1.

34. Silva M., Matthews M.L., Jarvis C., et al. Meta-analysis of
drug-induced adverse events associated with intensive-dose statin
therapy // Clin. Ther. - 2007 - Vol. 29. - P.253-260.

35. Silva M.A., Swanson A.C., Gandhi P]J., Tataronis G.R.
Statin-related adverse events: a meta-analysis // Clin. Ther. -
2006. - Vol. 28. - P.26-35.

36. Tolman K.G., Dalpiaz A.S. Treatment of non-alcoholic
fatty liver disease // Ther. Clin. Risk. Manag. — 2007. - Vol. 3. -
P.1153-1163.

37. Tzefos M., Olin J.L. 3-hydroxyl-3-methylglutaryl coenzyme
A reductase inhibitor use in chronic liver disease: a therapeutic
controversy // J. Clin. Lipidol. - 2011. - Vol. 5. - P.450-459.

38. Zahno A., Brecht K., Bodmer M., et al. Effects of drug
interactions on biotransformation and antiplatelet effect of
clopidogrel in vitro // Br. J. Pharmacol. - 2010. - Vol. 161. - P.393-
404.

Mndopmanusa 06 asrope: OnyunHa Enena BraguMupoBHa — acCUCTeHT, [.M.H., 664003, VIpkyTck, yn. Kpacsoro Boccranns, 1,
UUT'MY, e-mail: alek-a@mail.ru

OPUTMHAJIbHbBIE UCCJIEAOBAHUA

© MUKUTEHKO [I.A. - 2013
VIIK: 575.176
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Pestome. B craTbe Ha OCHOBaHMM O(UIMATPHBIX JAHHBIX IIPOBEieHa OLleHKA BEIMYMHBI TeHeTUYECKOro Ipysa yKpa-
MHCKOI1 IOMy/IALMM, 0OYCTIOBJIEHHOTO BPOX/CHHOI 11 HaC/IeACTBEHHOI aTo/or1elt. [loka3aHa HeCOCTOATEIbHOCTD CyIle-
CTBYIOIETO MeMKO-TeHeTUYECKOTO CKPYHIHTIA 110 BBIABICHIIO HOCUTeIeN TeHe THYeCKOl TaTOMOruY, Ipob/ieMa HeffocTa-
TOYHOTO Ka4ecTBa I IOTHOTHI JUATHOCTUKY, TOYHOCTH y4eTa maTonornu. O60cHOBaHa MeVKO-COLMaIbHAS 1 9KOHOMIYe-
CKast HeOOXOIMMOCTD BHEIPEHNUS MEANKO-T€HETUYECKOTO MOHUTOPMHTA.

KnroueBble croBa: reHeTMYECKUIT TPY3, BPOKIAEHHAA VM HACTECTBEHHASA MATOIOTYIA, MEINKO-TeHeTMYeCKIIT MOHUTO-
PVHL.

UKRAINE: REGIONAL ASPECTS OF THE GENETIC LOAD OF CONGENITAL AND
HEREDITARY PATHOLOGY

D.O. Mykytenko
(Clinic of Reproductive Medicine ‘NADIYA, Kiev)

Summary. In the present paper on a basis of official statistical data there was carried out an estimation of the Ukrainian
population’s genetic load value, caused by congenital and hereditary disorders. It has been proved the inefficiency of the
present medical-genetic screening, the problem of the inadequate quality and diagnostics depth, the accuracy of the pathology
registration. The medical-social and economical necessity of the implementation of the medical-genetic monitoring has been
validated.

Key words: genetic load, congenital and hereditary disorders, medical-genetic monitoring.
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BaxHpiMu  MHQ)OPMATUBHBIMU  XapaKTEPUCTUKAMIA,
OTPXKAMIVMI MHTErpasbHOe COCTOsIHME TeHODOHITa U
OIpefeALIIMI HAlIpaB/IeHHOCTb TeYeHNA TeHeTUIeCKNX
IIPOLIECCOB TONY/IALNY, ABIAITCA BEIMYMHA U CTPYKTypa
reHeTM4ecKoro rpysa nomynAauuu. OfHAKO OHM TIOABEp-
JKEHDbI IIVPOKOMY PEeTYOHa/IbHOMY BapbMpOBaHMUIO, 00y-
CJIOBJIEHHBIMM VICTOPUYECKM CIOXXKUBIIVMMMCA acIeKTaMIU,
MUrpauuell, yCI0BUAMM >XU3HY HaCelleHN s Ha KOHKPETHOM
TeppuTOopun. VIMEHHO II03TOMY OIpefie/IeHNEe €r0 XapaKTe-
PUCTUK SBJISIETCSI HEOOXOMMMBIM C I[e/IbI0 IIPOTHO3MPOBA-
HUs IMHAMMKA PeIIPOSYKTIMBHOIO 3JOPOBbs, OCOOCHHO B
YCTIOBUAX JieMOrpadpuuecKoro Kpusuca 1 yCTaHOBUBIIENICSA
ITVHAMMKY CHVDKEHMS 3[10POBbsl HOBOPOXK/I€HHbIX.

HecmoTps Ha BHeIpeHMEe U UCIIOTHEHME TOCYJAPCTBEH-
HBIX [IpOrpamMM B cepe OXpaHbI 3[JOPOBbsI, HOCTEIHIMNI
HDeCATWIETUAMU B YKpauHe HAOIIOfAeTCsl CYIIeCTBEHHOE
HapylleHye 3J0POBbs I BOCIPOU3BENECHIs HACEJIEHN, YTO
IIpUBeNeT K COKPAllleHNIO €ro YMicaeHHoCTH. EcTh ocHOBa-
HIS IIO/IaraTh, YTO TAKOE YXY/IIEHNE CBA3AHO B T.4. C OTPU-
LJaTe/IbHbIM T€YEHMEM I€HeTUYECKUX IIPOLIECCOB B YKpalH-
ckyx nomymanuax [9]. BpoxxaeHHas maTonorus ABIAETCA
OJHOM M3 BEeNYUMX IMPUYMH MHBaJIUTHOCTU UM CHIVDKEHUSA
KayecTBa JXM3HU JleTell X B3POC/IbIX KaK B 9KOHOMMUYECKU
Pa3BUTBIX CTPaHaX, TaK U CTPAHAX, KOTOpble pa3BUBAIOTCA
[23]. B cooTBeTCTBMM C JaHHBIMY MUPOBOJL JIUTEPATYPHI
OHY IMATHOCTUPYIOTCS NPUONUSUTENBHO Y 5% HOBOPOX-
neHHbIX. CunTaoT, 4To 13 1000 meTell, poXKAEHHBIX >KMBBI-
My, 30-50 meTeil MMEKOT OIpefe/ieHHble Hac/leCTBEHHbIE
WU BpOXKIEHHbIe 3aboneBanys. VI atoro kommdyecrsa 5-14
Ye/I0BEK CTPA/IAI0T PTeHHBIMMU, 4-7 — XPOMOCOMHBIMU 6071€3-
HaAMHY, 7-10 nmeroT 3a60/1eBaHMA C HAC/IENCTBEHHOI npen-
PAacCIIOIOKEHHOCThI0, 19-22 — BpOX[eHHbIE IIOPOKU pas-
sutus (BITP) [4].
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Bposoennas namonozusi. OCHOBBIBasCh Ha JJAHHBIX
TocynapcTBeHHOrO KOMMTETa CTaTUCTUKU YKPaMHbBI, MOX-
HO paccuuTarb, YTO CPENHErOf0OBOE YMC/IO HOBOPOX/IEH-
HBIX 3a mocnequue 10 ner cocrasnsger 460 905 mereit (co
crar. oTKIoHeHreM 0 10% — 45 184). To ecTb, okoo 23 045
HOBOPOX/IeHHBIX (5%) TO/DKHBI POXKAATHCS C MPU3HAKAMU
BIIP nnu Hacnepcrsennoit naronorun. [pu atom, BKag re-
HEeTUYECKOI KOMIIOHEHTHI B CTpyKTypy BIIP B cpennem one-
HUBaeTcs 0Kono 50%, a pyTas MOIOBMHA PacCMaTPUBaETCs
Kak creficTBIe TepaTorenesa [4]. To ects, Jist YKpanHsl 9T0
cocTtasysieT 11 523 yenoBeka B rofl, YTO cocTaBisAeT 2,5% oT
4KcIa HOBOpoXeHHbIX. Ho 3To pacuetst. I[Tonpobyem co-
CpenoTOYNTb BHUMAHME Ha PaKTUIECKNX JaHHBIX.

OOBeKTUBHBIM MHANKATOPOM BaXXKHOCTH BPOXK/IEHHON
[IATOJIOTMN SIBJLAETCA OOlilee KOMUYECTBO €€ CIydaeB Cpeny
POX/IEHHBIX >KMBBIMI, MEPTBBIMI ¥ CPEU IUIONOB, abop-
TUPOBAHHBIX II0 TeHeTUYeCKMM IIOKAa3aHUAM CO CTOPOHBI
wiopa [8]. B YkpauHe cpeny HOBOpOXK/IEHHbBIX Hab/IIOaeT-
Cs1 OIpeJieeHHbIN IManasoH KojmeOaHuiT pacipoCcTpaHeH-
HOCTM yKa3aHHbBIX COCTOAHMIA, CBA3AHHBIN C PAa3IMYHBIMU
IpUYMHAMY, CPel KOTOPbIX He IOC/IefHee MeCTO MOTYT
3aHMMATD: JJOCTYITHOCTb MENMKO-TE€HETUYECKO ITTOMOLIN;
Ka4yeCTBO U IIO/IHOTA AMATHOCTUKIU; TOYHOCTD PerUCTpalun
IIATO/IOTMY; BIIMAHME MEPONPUATUI IIepBUYHOI U BTOpUY-
HOII TpodUIaKTUKN [6].

[To pmaHHBIM OQUIMATBHON CTATUCTUKM MUH3ApaBa
YKpanHbI MOXKHO 3aK/II0O4NTh, 4TO B 2002-2011 rT. yacTOoTa
IVAaTHOCTUPOBAHHDBIX U 3aperncTpupoBaHHbIX BIIP cpenu
HOBOPOX/EHHBIX B YKpamue coctapnana 22,76+0,07 %o
(2,276£0,007%), uto mpencTaBieHo B Tabue 1.

Cnenmyer  Takxke Tabnuya 1
n06aBUTD, 4TO, Bpoxx/ieHHbIe TIOPOKY Pa3BUTHUA CPefy KXIBOPOXKAEHHbIX, YkpanHa, 2002-2011 pp.*
IO KpaliHell Mepe, BpoXaeHHble MOPOKM pa3BnTUA
30% cmy4aes 1e- TeHeTnuecKkn 0byCNoBNEHHbIE
pI/IHaTaHbHOIZ u MnBopo- XpoMOoCOMHas naTtonorna Bcero Yactb***, %
HeoHaTanbHOI | 4 | neHrble Bcero reHeTu-
BMP Q90- V3 HUX | U3 HUX V3 HUX | U1 HKX deck o1 or

CMepTu 06yCHOB— Qo9** JayHa | SpBappaca | Matay TepHepa obycnoe- | BMP »KMBO-
JIEHO MMEHHO M c-M M M NeHHble POXA.
IIaTOJIOTUEN, BbI- 2002 | 390687 11117 387 340 9 5 11 5752 51,74 | 1,47
3BaHHOM IIpenmy- 2003 | 408591 10690 392 342 8 7 15 5541 51,83 | 1,36
1IIECTBEHHO TeHe- 2004 | 427259 9453 416 338 14 10 9 4934,5 52,20 | 1,15
TUYEeCKUM KOMIIO- 2005 | 426085 9909 432 375 12 14 12 5170,5 52,18 | 1,21
HEHTOM [4] 2006 | 460368 10082 453 404 9 4 12 5267,5 52,25 | 1,14

B COBpeMeH- 2007 | 472657 10250 501 439 9 9 13 5375,5 52,44 | 1,14
HBIX YCIIOBUSAX 2008 | 510588 10223 454 394 20 9 7 5338,5 52,22 [ 1,05
npu mocTosHHoM | 2009 | 512526 10379 | 465 471 17 7 5 5472 52724 | 1,06
cokpallenuu unc- | 2010 | 497689 10434 | 534 | 457 7 5 5 5484 52,26 | 1,10
MeHKOCTH Hacene- | e T35 asas 398 |17 73 |9 [ 3358 5230 [T
HIA CTPAHbL Y- o731 476,49 | 49,70 | 4599 | 4,16 33 372 23974 [ 025 [ 0,14

BefleHHOe IIpUJaeT

0Cco0YyI0 aKTyanb-

HOCTb  OIpefene-

HUIO PasMepoB 1

CTPYKTYypBI TeHe-

TIY9ECKOTO TPY3a, BBIBBAHHOTO BPOXK/€HHOII/HAC/IECTBEH-

goﬁ IIATOJIOTHEN, UTO ¥ CTANIO Le/IbIO MPEfICTABICHHON pa-
OTBL

MaTePI/IaJIBI N METOIbI

MeTogoIOrNYecKkoil OCHOBOI  MCCTIEHOBAHMS  CTAJIO
060011IeHNe CYLIECTBYIOLIMX HapabOTOK B 00/IacT Memmu-
LVIHCKOJl TEHETUKYU ¥ OPTaHU3ALMY 3APABOOXPAHEHMS C
JCIIO/Ib30BAHIEM OOIII€HAYIHBIX CIOCOOOB aHA/IM3a U CUH-
te3a. VHPOPMAIMOHHOT OCHOBOI OBUIM TIEPUORMYECKIE
oTedecTBeHHble 1 3apybexxHble mspanus, Web-pecypcsr,
MoHOrpaduM, COOPHUKY, HTAaHHBIE TOLMYHBIX OTYETOB U
MH()OPMALMOHHO-aHATUTUIECKIX U3AHUIL.

CrarucTudeckyo 06pabOTKy FAHHBIX IIPOBOAMIN C
MCIO/Ib30BaHMeM IporpaMMHOro makera Microsoft® Excel
2007 (Microsoft Corporation, CIIIA).

IIpumeuanue: * CocTaB/eHO Ha OCHOBaHMM AaHHBIX [8]. ** B coorBercTBun ¢ MKB-10
KBa/IMUIMPOBAHHBIE B APYIuX pyOpukax» Q90-Q99» . *** - pacueTHbIe MOKasaTem (CM. JajIbIie [0 TEKCTY).
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«XpOMOCOMHbBIE AHOMA/INN, HE

ANTOpuTM NOCTPOEHNS TAOMMIIBI OB CIEAYIOMIMM: KO-
JINYECTBO XXUBOPOX/IEHHBIX, ciydau BIIP u ciyyan xpomo-
comHoit natonoruu cpegu BIIP asnaiorca abcomoTHRIMMI
uudpamm, OCHOBAaHHBIMU Ha OQUIMATBHBIX CTATUCTUYE-
ckux faHHbix M3 Ykpanust [8]. Ilokasatens ob1iero ncia
reHeTnuecky o6ycmosneHHbIX BIIP — pacueTHblil mokasa-
T€JIb, B COCTAB KOTOPOTO BOIIJIM CTy4ayt XpOMOCOMHOIA ITa-
TOZIOTUH, a TaKkxke Y2 ocrarka BIIP (6e3 xpoMocoMHBIX 60-
JIe3Heil), TaK KaK M3BECTHO, YTO OKOJIO ITOJIOBVHBI C/Ty4aeB
BIIP, He3aBUCHMO OT KIMHWYECKOTO IIPOsIBIIEHNSI, 00YCIOB-
JIEHO MMEHHO reHeTndeckumn gaxkropamn [20].

Kak BUJIHO M3 IpefCTAaBIE€HHBIX B TaO/MNUIle MAHHBIX,
YacTh TeHeTHYeCKy 00ycnoBneHHbIX BIIP nmeer HesHaunm-
TeNbHYI0 TeHJIeHIIMIO K CHIDKeHMIo. Ho Takoe cHIDKeHUe He
OTMEeYaJIOCh HU 10 OfIHOJM HO30JI0TUY, KOTOPass OTHOCUTCS
K «cropoxxeBbiM» BIIP [12]. Komebauns BemuduuH moka-
3ateneil 9acToThl BIIP MOXXHO OOBSICHUTD, CKOpee BCero,
KauecTBOM M TIOJTHOTON JMarHOCTMKM, TOYHOCTBIO yuyeTa
IIATO/IOTMY, HEXKeV BAMSIHUEM MepONpUATUIl NepBUYHON
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U BTOPMYHON IpodumakTuku. IIpu yka3aHHBIX YpOBHSAX
BPOXK/IEHHOJ IaTONIOTUY, YYUTbIBasA BK/AJ, T€HETUYECKOI
KOMIIOHEHTBI B BO3HIKHOBEHIE BPOXX/JEHHBIX ITOPOKOB (10
50%), monyuuM paKTUIeCKYI0 4aCcTh TeHeTUYeCKY 00YCIOB-
nennbix BITP cpenn nosopoxxaennbix 1,18+0,14% ot cpep-
HEro 4)CjIa HOBOPOXJEHHBIX — 3TOT IIOKa3aTelb U OymeT
B Jla/IbHENIIIIEM JICIIO/Ib30BAH HaMU J/IsI pacyeToB oObeMa
TeHeTUYeCKOro rpysa.

Yro KacaeTcsi AMAarHOCTUPOBAHHBIX XPOMOCOMHBIX 60-
nesnert (Q90-Q99), To ¢ 1993 mo 2001 rr. ux yacTora cpenn
POX/IEHHBIX )XMBbIMU B YKpanHe coctasisia 0,97%o [6]. 3a
2002-2011 rr., IO CYLIECTBYIOLUM AaHHBIM (Tabml. 1), oHa
(daxTuYecKy He M3MEHMIACh, cocTaBas 1,00+0,01%o. s
COIIOCTaBJIeHN A IIpUBefeM JaHHble OTeIbHOIO MCCIeNoBa-
HIUSL pacpOCTPAHEHHOCTI XPOMOCOMHOII MATONOTUU Cpe-
nu meteit YepHOBMIIKOIT 06/1aCTH, IPOBEEHHOTO Ha OCHO-
BAaHUU KIMHNYECKMX JaHHBIX Ha NIPOTXKEHUM CYTOK TOCTIe
poxpaenust — 1,9%o [3], 4T0 mMpakTUYHO BABOE BbIIIE TOKA-
3aTessl, paCCYNTAHHOTO MO OPUIIMATBHBIM VICTOYHUKAM.

YuuTbiBas Cyl[eCTBEHHYIO Pa3HUIYy B PaCIPOCTPaHEH-
HOCTM TATO/IOTMY, Ka3a/loCh IeleCOO0OpPasHbIM COCTATHCS
Ha MacumrtabHOe IHONYIALVOHHOE MCCIefOBaHUE, BbINION-
HeHHoe B [lanum [25]: 3a 13 jiet Hab/moeHns 9acToTa Xpo-
MOCOMHBIX aHOMA/INIl Cpefiyl HOBOPOXKIEHHBIX COCTABIIANA
8,45%o (0,845%).

Kax BufHO, pe3y/IbTaThl pac4eToB 1 HaKTUUeCKUX JaH-
HBIX OTEYeCTBEHHBIX 1 3apyOEeXHDIX MCCIeOBaTeNeil OT-
JIMYAIOTCS CyllecTBeHHO. KOHe4HO, B TaKOM Ciydae Heob-
XOJIMMO JIONOTTHUTENbHO Y4eCTh BO3MOXKHOE 3HAYNTETbHOE
OTKJIOHEHMEe YKPAaMHCKMX peanuil OT COCTOSAHMA IPYTUX
TIOTY/IALMIA BC/IEACTBIUE ONIPENeIeHHO PasHMUIIbI B COCTA-
Be reHodonzia Hacenenus. Ho, ocKo/IbKy OCHOBaHMA CYM-
TaTb YacTOTY BPOXXIEHHON INaTONMOIMM Cpely MiafieHIleB
B YKpauHe HIMKe, HEXXeNM B JIPYTUX CTpaHaxX, OTCYTCTBY-
10T, TO TIOJTy4Y€HHbIe JJaHHbIe MOXXHO CUUTATh CBUJIETENb-
CTBOM OTPaHMYEHHOCTHM JOCTyIla HaceleHMs K MeJuKO-
TeHeTNYeCKON TIOMOLIY U HEY/IOBJIETBOPUTENIBHOTO YPOBHSA
AMArHOCTUKY U perucrpanyn [8].

IlomgyepkHeM, 4TO NpUBENEHHOE KACaeTCsA TONBKO CITy-
YaeB BPOXK/IEHHOI IaTONOrny, 3apuKCUPOBAHHON Cpenn
HOBOPOX/IEHHBIX. MeX/y TeM, OlleHKa BeIMYMHbI TeHEeTH-
4eCKOro Ipysa, OOYCIOBIEHHOTO BPOXKIEHHON M HaCIen-
CTBEHHOII IIaTONOTYel, TpeOyeT JOIOTHUTEIbHOTO ydYeTa
TeHeTUYEeCKY OOYC/IOB/IEHHBIX 0OJIe3Hell, KOTOpble MaHM-
decTpoBamt co BpeMeHeM U HpOABMWINCH Hoxe [8]. B
1[e7IOM, Kak Inpepnonaraer [7], obias yactora XpoMOCOM-
HBIX AHOMAJINII Cpefy Hace/leHNsl YKpalHbl MOXKET HOCTU-
ratb 3,8%o (0,38%). YkasbIBaIOT TaKKe [5], 4TO B CTPYKType
obpaliieHnit B MENKO-TeHETUYECKIe LIEHTPBI TOJIS XPOMO-
coMHOII maronorum coctasisfeT 19,9%. T.e., daxTudeckn
IAATasl 9aCTh MeVMKO-TeHEeTUYEeCKOI oMol paboraer Ha
3TUX OOJNBHBIX, YTO CBUJETENBCTBYET O HEOOXOAMMOCTH
[IPOBEMIeHNsI TPEKOHIENIIIMOHHBIX TPODUIAKTUIECKNX Me-
POIIPUATHUIL B OTHOLIEHUM 3a4aTusi peOeHKa C XPOMOCOM-
HOII aHOMa/uell ¥ IOATBEpKjaeT BaXKHOCTb KOMIIIEKCHBIX
IpOrpaMM IIPEeHATa/JbHOTO CKPUHMHTIA, BKIIOUUTEIBHO C
pacyeToM PUCKOB aHEYIIOUVM IIOZA.

Tennas namonoeus. B coorBeTcTBUU ¢ JaHHBIMU [5],
TeHHas IaTONOIUA B CTPYKType oOpallleHIiI aljieHTOB B
MeIMKO-TeHeTYeCKIe 1IeHTPbI/KOHCY/IbTAlMM 3aHMMAeT
39,8%. Cpenu Bcelt OOIIHOCTY TEHHOM IaTONMOTMN 3abo7te-
BaHUA C ayTOCOMHO-PELIeCCMBHBIM TUIIOM Hac/leOBaHNUsA
cocraBnanT 40,7%, ayTOCOMHO-JOMMHAaHTHBIM — 38,1%,
cropagmdeckue popmbl — 10%, X-clem/IeHHbIE PeLlecCHB-
Hele — 4,8%.

[Tpepmnonaraiot, 4TO 061Iast YaCTOTA F€HHOI ATOMOI NN
Cpeu YKpanHCKOTro HaceneHus cocTasaeT 20%o (1:50) [7].
Vicxopa M3 NpUBENEHHBIX JJaHHBIX OTHOCUTETbHO CTPYK-
TYppl OOpallleHMil IaIIeHTOB B Me[MKO-TeHeTHUYeCKIe
LIEHTPBI ¥ YaCTOThI T€HHOII MAaTONIOTUM CPeIM YKPAaMHCKOTO
Hace/IeHs1, BO3MOXXHO PacCYUTATh FeHeTUIeCKUII IPy3, 00-
YCIIOBJIEHHDBINT MOHOT€HHOJ matosnorueit. CooTBeTCTBEHHO,
UCXOflA M3 MAacCOBOJ YacTH ayTOCOMHO-PEI|eCCUBHOI Ia-
TOJIOTMM B LIeJIOM, €€ 4YacToTa OymeT COCTaBIATH 8,14%o
(0,814%j; ~1:123). 9TO 0O3HAYAET, YTO YACTOTA HOCUTEIHCTBA
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6ymet coctaBiaTh 1:5,54 (18,05%). YacToTa HOCUTENbCTBA
ayTOCOMHO-JJOMMHAHTHON MaTonoru — 7,62%o. (0,76%;
1:131,23). Cnopaauyeckas HaTOJOTUsA COCTaBAeT 2%o
(0,2%; 1:500).

MaccoBast 4acTh IATOIOTUY C THBIM TUTIOM HaCeoBa-
HUA 3HAYMTEIbHO MeHbllle, TOTOMY e€ BKIaj, B CTPYKTYpPY
TeHeTMYEeCKOTO IPy3a OyAeT CYLeCTBeHHO HIDKe. YUUThIBas
3TO, Ha AHHOM 3TaIle [/ YIPOLIeH!sA pacueToB MO3BOINM
cebe MPOUTHOPUPOBATH T TOKA3ATENN.

ITpuBeneHHbIe faHHBIE 0OYCIABNINBAIOT BO3MOXKXHOCTD
OLIEHK! BETNYMHbI TeHeTUYeCKOTO TPpy3a B YKPAMHCKUX I10-
nynauuax. [Ipyu mposemeHMM pacyeTa OCHOBBIBANINCH Ha
IIOAXOfie, IPEeJIOKeHHOM BIIepBble XappucoM [24], korto-
PBlit 3aK/TI0Ya/ICA B CYMMAI[UHM YacTOT XPOMOCOMHBIX Hapy-
HIeHNII ¥ TeTepO3UTOTHOCTH TOMYAAILMY, UTHOPUPYA HpU
3TOM BO3MO>KHOCTb MHO>KECTBEHHOI TeTepO3UTOTHOCTI. B
cootBetcTBUM ¢ HUM 20,19% (1,18+18,05+0,76+0,2) ponmu-
TENbCKOM MONYIALUN ABIAETCA HOCUTENEM XPOMOCOMHOI
LIepeCTPOIKI WM, 110 KpaliHeil Mepe, OGHOTO U3 Hanbomee
pacnpocTpaHeHHBIX TeHHBbIX 3aboneBannit [8]. I[Ipu arom,
II0 JJAHHBIM [24] MMHMManbHas OLleHKA reTePO3UTOTHOCTI
HONyNALMKY cocTaBysAeT 31%, us KoTopbix 20% o6ycmoB-
JIEHbI CPAaBHUTETBHO pefKuMu (C 4acToTol He Goree, YeM
1:1 000 000) perieccuBHbIMY 3ab60meBanyAMU. Eciu akcTpa-
[IO/IVIPOBATh €T0 PacyeThl Ha COOCTBEHHBIE Pe3y/IbTaThl, I10-
nyuuMm 40,19% (20,19+20) momynALum, KOTOpble SBIAIOTCA
HOCUTETAMM XPOMOCOMHOII TIepecTpONKM MIM MyTalunu,
YTO BBI3bIBAET eHHOE 3a00jeBaHMe (B T.4. CPABHUTENBHO
penxoe).

C ofHOII CTOpPOHBI, TONTy4YeHHBbIe JaHHbIE COINACOBBI-
BAIOTCS C IPEATIONIOXKEHNAMI O TOM, YTO KaXK/IbI/ YeTOBeK
SIBJISI€TCSI HOCUTENIEM 4-5 peljeCCUBHBIX reHoB [28] (v 5-7
TeHOB 110 HeomryOmukoBaHHBIM gaHHbIM O.B. Hamamn (V
©XKEeTONHbI MEeXIYHApONHBI CUMIO3UYM «AKTYyaabHbIe
BOIIPOCHI T€HHBIX U KIeTOYHBIX TeXHOnormit», Mocksa, 28
Mast 2012)), KOTOpble YMEHDBIIAIT >KMU3HECIIOCOOHOCTD €ro
Opra"msMa.

C [pyroit CTOPOHBI, pe3yNbTaThl PacyeTOB CBUJETENb-
CTBYIOT O HECOCTOATENTbHOCTU COBPEMEHHOTO MeJVKO-
TeHETUYECKOr0 CKpUHMHTA 3((EKTUBHO BBIABIATH HO-
CUTeNell TeHeTUYIEeCKON IMaToNnorun. Tak, B COOTBETCTBUM
C HOPMAaTMBHBIMM MOKyMeHTaMMu MuH3spaBa YKpauHbI
B TOCYHapCTBe [O/DKEH IIPOBOFUTHCA OMOXMMITIECKNUI
CKPMHUHT HOBOPOXXJIEHHBIX IO C/IEAYIOUIUM I1aTONOTH-
YeCKMM COCTOSHVUSIM: MYKOBMCLUMEO3, (eHUTKETOHYpUA,
AJlpeHOTeHNUTAJIbHBI CUHIPOM, BPOXK/I€HHBINI TMIIOTHpE-
03 ¥ rajgakrosdemus. B J[HempomeTpoBCKoit obmactu Jo-
IIOJIHUTETIbHO BHEJPEHAa CKPUMHMHIOBAsg IIporpaMma IIOo
UCCTIEfOBAHUIO CITyXa HOBOPOXKZEHHBIX U, IpK Heo6xo-
OMMOCTH, MOJEKYIAPHO-TeHeTUIeCKOe  TeCTMPOBAHME.
CylecTByomas cucTeMa CKpMHMHIA HaIllpaBieHa Ha BBI-
sBIeHMe OOMBHBIX [eTell, a He HOCUTEIel MYTalul, 4TO
AB/IAETCA PUHIMINATBHBIM OT/INYMeM. MeXny TeM, B He-
KOTOPBIX CTpaHax IIpOrpaMMbl HEOHATA/IbHOTO CKPMHIHTA
BK/IIOYAIOT JIOIIOIHUTE/IBHOE T'eHeTUYeCKOe TeCTVPOBAHMA
Ha HocuTenbcTBO 10-30 Ho30mOTMII [8]. VI3 mpuBeneHHOTO
CIIeflyeT, 4YTO OPraHM3alMA CHCTeMbl HEOHATATbHOTO CKPM-
HIJIHTa B YKpanHe TpebyeT KadeCTBEHHO HOBOTO IIOAXOfa 1
MOXKeT ObITh peann3oBaHa B paMKax MPEIOKEHHOIT paHee
KOHIIEIIVY MeRMKO-TeHeTNYeCKOr0 MOHMTOpuHra [13,14],
KOTOpBI OyfieT BK/IIOYATh HPOBefeHMe JOIOTHUTEIbHBIX
reHeTUYEeCKUX MCCIeNOBAHNMIL, CO3/laHIe eIUHOI 06a3bl pe-
TUCTPOB BPOXKAEHHOI/HACTIeNCTBEHHO IaTO/IOINM, CIIOH-
TaHHBIX a00PTOB, OECIIONHBIX MAp M JJOHOPOB IOTIOBBIX
KJIETOK, a TaK>Ke CUCTeMY OLIEHKU MeMKO-COLMANbHON 1
9KOHOMIYECKOI 3G deKTNBHOCTI MOHUTOPUHTA [8].

LlenecoobpasHbiM OymeT Tak)Ke HOIONHNUTD, YTO B Ha-
cnepue ot 6piBirero CCCP YkpanHe ocranach 4eTkas op-
TraHM3AIVOHHAs CUCTEMa MENUKO-TeHeTUYECKON IMOMOIIN
HaceJIeHNI0, KOTOpasl MO03BOJIsJIA IIPEJOCTAB/IATh MEeJUKO-
TeHeTNYeCKyIo IOMOIb IO IBYM U3 TPEX PeKOMEH/I0OBaH-
Hpix BO3 [19] Bupax cKpyHMHTA: IPEHATAIBHOM 10 BPOXK-
[IEHHBIM ITOPOKaM Pa3BUTHS I XPOMOCOMHBIMU 3abo0seBa-
HUAMM, a TaKXKe HeOHaTaIbHOM 110 (peHmkeToHypuu. Ho
MOMY/IAIMOHHDIM CKPUHUHT TI0 HOCHUTENAM IIaTO/NOTMYe-



CKJMX T€HOB B IIOJTHOM oObeMe He IpOBOAMICA. B cayxbe
TaK)Xe OTCYTCTBOBAJIO IOfpasfiefieHlie, peKOMeHI0BaHHOe
Ha MeXYHapOIHOM ypoBHe [20], KOTOpble 6bI 3aHUMAIOCh
pacmpocTpaHeHueM Cpey HaceneHyst MHPOpMAIK O BO3-
MO>KHOCTSIX TE€HETUKM B OOIEM M MEIUKO-T€HETUYECKON
CITy>KOBI KOHKPETHO, 3THYeCKMMU IpobeMaMit IJIaHUPO-
BaHM CeMbM C TOUKU 3peHUsI TeHeTUKN. B To ke BpeMs 1o-
CIefiHee 3ajiaHue SABJIAETCA OOIINMM C aKyIIEPCKOI CIyXO60i1
Y MOXET C YCIIEXOM ITPOBOJMUTHCS CEThIO KAOUHETOB IIaHM-
poBaHus cembn [2].

C Tperbelt CTOPOHBI, IOTydYeHHbIC JaHHBIE TPeOYIOT
IIpOBeNEeHNsT MEpOIpUATUII IO IPOTUBOMEICTBUIO M Ha-
CIIeICTBEHHOII Iepefiaye XPOMOCOMHBIX aHOMA/INil U TeH-
HBIX MyTaluit. B aToM paspese 6omee MIMPOKOro BHeApe-
HUA 3aCTy)KMBAIOT METOJbl IPEeMMIIIAHTAIlIOHHON Jya-
THOCTMKM 9MOPMOHOB KaK OfHOIT U3 GopM IpOopUIaKTUKI
HAC/Ie[ICTBEHHOI Ilepefjayn TeHeTNIecKolt aHomamun [8].
B wacTHOCTH, IIpeBapUTENIbHO HaMU OBUIO YCTaHOBJICHO,
410 060CHOBaHHAsA HEOOXOAMMOCTb B I[MK/IAX BCIIOMOTa-
TeJIbHBIX PENpPOAYKTUBHBIX TEXHONOTUI C IPOBeJeHMEM
IpeVMIUIAaHTAIIOHHOT'O FeHeTYeCKOTI0 MICCIeIOBaHNA M-
OpMOHOB 11 YKpauHbl cocTaBsAeT 1850 ciydaes B rof, a
dakTIYeCcKy IPOBOJUTCS B 1IECTh pa3 MeHblire [15,16].

ObpairaioT Ha ce6s1 BHUMaHIE TAKXe CPOKIU YCTaHOBJIE-
HYS1 IMarHo30B. Tak, no laHHbIM [7], IpaKTU4ecKu MOMOBMU-
Ha C/Ty4aeB XPOMOCOMHBIX TIEPECTPOEK ONpeJieNAeTCs y Ma-
LIMIEHTOB B Bo3pacTe 10 25 71eT — 1,8%o 0T 4mcia po>k/IeHHbIX
>kuBbIMUL. [locyie 25 JieT ellle JOIIOTHUTEIBHO OIIPeMeIsIoT-
cs1 2%o. KacarerbHO MOHOT€HHOM TTaTOIOTUY, TO OCHOBHOE
KO/IMYECTBO CTy4aeB 3a00/IeBaHNIT AMAaTHOCTIPYETCS YoKe B
3penom Bospacte (3,6%o 1 16,4%o, COOTBETCTBEHHO), UTO,
BO3MOKHO, 00BsicHsIeTCs1 Goree o3fiHei MaHudecTaryei
OT/IeTIbHBIX HO30/TOTMYIECKMX (POPM.

bonpirylo ¥ HefOCTaTOYHO WMCC/IEOBAHHYIO TPYIITY
COCTABJIAIOT TEHEeTUYeCKM acCOLMMPOBAHHbIE MYIbTU-
¢daxTopHble 3ab0/eBaHMA U TeHETHYECKMe HapyIIeHW
COMATUYEeCKUX KJIETOK C 4acToTol 646,4%o0 u 240%o, co-
OTBETCTBEHHO [7]. PasBuTHe MaTOMOrMM B 9TUX CIydasx
IPOUCXOAUT IIPU YCTOBUY OIPENeTIeHHON KOMOMHALUM
reHeTHYecKUX (pakTopoB m ycmosuit cpegbl. Kpome roro,
3HaunMocTh nomumopdusmos [THK, koTopsie sBISIOTCSH
OCHOBOJI MY/IbTU(AKTOPHOI IaTOIOTUM, MOXET BapbUpO-
BaThb B 3aBUCUMOCTH OT PsAjia BHEIIHNX U BHYTPeHHUX ak-
topos [18]. IloToMy Benn4MHa BBILIEIPUBEIEHHDIX IPYIII
MOXXET CITY>KUTb HEMPAMBIM ITOKa3aTe/leM Ieperpy>KeHHO-
CTM TeHO(OH/Ia YKpaMHCKOro HaceneHuA. Ho, yuuTbiBas
crenuduKy MynIbTUdaKTOPHON IATONOIMY, IPUBECTH ee
XapakTepucTuky no Mertony H. Harris ne mpezcTasnsaerca
BO3MOYXHBIM.

C pasBuUTHEM HOBEIIIINX TEXHONOTUII BCe H0Iee MMPOKO
BHEPAIOTCA B Pa3BUTHIX CTPaHaX METOJbI MONEKYIAPHO-
LIUTOTeHeTNYEeCKOT0 AHa/IN3a, B YaCTHOCTM, CPABHUTE/NbHAS
reHOMHasi Tubpuansanys Ha unnax, SNP-appeu u cexse-
HUPOBaHNe HOBOTO («BTOPOro») mokonenus. Kak ormedaer
[8], Mx MMIUTEeMeHTalVsI IO3BOJIUT TIEPENTU K KaueCTBEHHO
HOBOII CHMCTeMe aKKyMY/IALUYM TeHeTU4ecKoyl MHPpopMa-
LU, TaK KaK OHM 00eCIeurBaloT CKPYHIHT Of{HOBPEMEHHO
BCETO I'eHOMa U MIO3BOJLAIOT OIIpeie/INTh He TOIbKO MeJIKIe
MUKPOAYTIIMKAIIIOHHbIE ¥ —Jle/lelIIOHHbIe XPOMOCOMHBbIE
HapyIIeHNUs, «HeBUAVMbIe» IPU CTaHZAPTHOM KapMOTHU-
NMPOBAaHUY, ¥ CKPBITbIe MYTal[My, HO U XapaKTepusyoT B
paspese Bcero renoma CNV-nonumMop¢uaMsl, a Takxe Io-
MMOP(GU3MBL IMHNYHBIX HYKICOTUIOB, KOTOPbIE OTBET-
CTBEHHBI 3a PasBUTHUE 3KOTeHEeTUYeCKOil (MymbrudakTop-
HOJI) MaTOJIOTMM, KOTOPasi COCTABIIsIET OKOMO 92% CIeKTpa
HaC/IeICTBEHHDBIX MMaToNorui u 94-96% Bceil XpOHNYECKON
HemHpekunoHHo maronoruu [17]. VI3 upuBeneHHOrO
BBIIIE BBIIIBIBAET HEOOXOHMMOCTb BHELPEHUS efUHBIX
001IIerOCYAapCTBEHHDIX PErUCTPOB TeHETUYECKOI ¥ BPOXK-
TEHHOIT TTaTOIOT VM.

AxoHomuueckuti 670Kk. B yCIOBMUAX PBHIHOYHON 3KOHO-
MUKIU IOPUHATHE yTIpaBIe€HYECKUX PELIeHNI JJOKHO 3Ha-
YUTENIBHBIM 00pa3oM 06a3yMpoBaThCsl HAa IKOHOMUYECKO
3¢ dexTMBHOCTY NpOBeneHHbIX MeponpusaTuit. K coxarne-
HUIO, CYLECTBYIOLINE IPEJIOKEHNA K IPOBENEHNIO TeHe-
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TUYECKOTO MOHUTOPMHTA He ITPefyCMaTpUBAIOT OIeHKM
3¢ GEeKTUBHOCTI U OKYIIAEMOCTH JICIIONIb30BAHSI CPEJICTB,
maxke MeqUIMHCKasA 9 PeKTUBHOCTh IPOBEIEHHBIX MEPO-
HIPUATHI OL[eHMBAETCS II0 HEIPSMBIM IT0OKa3aTernsMm [8].

B nomonHeHMe, CyliecTByOIMe B peanuax COBpeMeH-
HOCTU HeOopMasIbHbIe OTHOIIEHVS «allYieHT-Bpay», Hefj0-
(dbuHaHCHpPOBaHIE CUCTEMBI OXPAHBI 3JOPOBbS U HEMOTHO-
Ta OTYETHOI JOKYMeHTauuu M3 YKpauHbI flealoT HeBO3-
MOKHBIM IPOBEJIEHIE PACYETOB OTHOCUTEIBHO O061Ieit
CTOMMOCTH JIe4eHMsI 6ObHBIX C TeHETUYECKOI ITaTOMOTMEN
Ha IPOTAKEHUM UX XKU3HI, 2 TAKXKe COOTBETCTBYIONNX IT0-
Tepb TOCYAAPCTBEHHOTO ¥ MeCTHBIX 6rokeToB. CBefeHue
9TOI MHGOPMALUY BOEIVHO SIB/SETCS TPOOIEMHBIM [aXke
B IIpefieNiax OJHOTO O0/IACTHOTO YIpaBJIeHMs OXPaHBI 3]0-
pOBbBAL.

MexJy TeM OTMeYaloT, YTO CTOMMOCTb IOXKM3HEHHOTO
JIedeHysi OXHOTO OOMBHOIO C TeHEeTHYeCK) OOYCIOB/IeH-
HOI marojoruet B cpegHeM Konebnercst ot 300 Thic. o 1
miH gomwt. CHIA [27]. Tak, HanpuMep, JTe€4eHMe TSKEIbIX
¢$bopM MYKOBUCLIMAI03a B SKOHOMIYECKI Pa3BUTHIX CTPaHAX
B cpenHeM obxoputcsi B 28 thic. ot CIIA/rop, a mnm-
TETBHOCTD JKU3HU HaImeHToB — 40 40 net [11]. B Hammx
ycnoBusaxX obecriedeHye JeUeHNs IPEUMYLIeCTBEHHO BO3-
JIaraeTcsl Ha IJIeYN POJUTETIEN OONbHBIX JeTeil. Y YnThIBas,
YTO CTOMMOCTH (apMIIpenaparoB B YKpanHe He HIDKe Cpejl-
HEMIPOBOII (a MHOT/A JaKe U TpeBbIIaeT e€), BO MHOTUX
CIy4asx o0ecednTdb HafyIexalliee JedeHne 1 IPUCMOTp 3a
60MbHBIMU HEBO3MOXKHO.

C 1enbI0 CpaBHEHMA MOYKHO IIPUBECTH C/IEAYIONINe TaH-
Hble: B MOCKBe 3aTparhl Ha obeciiedeHre IeKapCTBEHHbI-
MM CpefcTBaMy GOIBPHOIO MYKOBMCLIMIO30M COCTAaB/LIIOT
okoro 20 teic. gon. CIIA/rop (600 TeIc. py6.) [10], uTO, B
cpaBHeHunu ¢ 2001 rogoM mano BOSMOXKHOCTb YMEHBIIUTD
KOJIMYeCTBO PeCMPaTOPHBIX SMM30/I0B B 1,5 pasa, yyIMHUB
CPEIHION MPOJIO/DKUTETBHOCTD XU3HY OOIBHBIX 10 27 JIET.
B Ykpause Ha iedeHe OGHOTO 60IBHOIO MYKOBUCIIIIO30M
B CpefHeM Tpatutcs 3-4 Toic. rpH/mec. (12-16 ToIc. pyod.), a
CpeRHAA NPOJO/DKUTENbHOCTD SKM3H, 10 Pa3HbIM JJAHHBIM,
coctasser ot 10-12 go 14-16 ner [1,11].

Hamm mnpepBaputensHo ObUtM HpPOBEEHBI  pacye-
THl B OTHOLIGHMY HpPUOBUIM TOCYHAPCTBEHHOrO OomKe-
Ta OT COXpaHEHHOI paboTocmocobHOCTM venmoBeka [13].
OKOHOMUYECKas IPUOBLIb OYIeT COCTAB/IATD PA3HUILY CYM-
MapHOro BK/laja 4enoseka B BBII rocygmapcrsa 3a nepuon
TPYAOBOI aKTUBHOCTH U 3aTPaT FOCOIOIKETa, CBA3AHHBIX C
obecreyeHreM >KU3HEIEATETbHOCTY UHAUBA/A, YTO MOXKET
OBITb TIPEfCTaBIeHO CTIeAyoLelt GopMyIoiL:
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i=1 i=1 i=1

rae E — sKOHOMIMYecKas HpI/I6bI)'[b TOCyJapcCTBa; GDP[
— BaJIOBOJI BHYTpPeHHWIT IPORYKT (aHI.: gross domestic
product) B iepuoy i; N, .- KOMM4eCTBO 3aHATOTO HACENEHNMA
B Bo3pacre 16-59 niet B nepuof i; C, —~KaccoBble 3aTparhbl CO-
IMa/TbHOM HaNPaBIeHHOCTH B nepuop, i; Ed, — pacxoppr Ha
obpasosanne B nepuop i; N, — KOTMYECTBO HaceNeHus B
BO3pacre 10 paboTocnocobHOro (1o 16 meT BKIKYNTEND-
HO) B Tiepuoy, i; SOC, - poume CONManbHbI 3aTpaThl (CO-
I[MaibHasA 3allUTa HaceleHNs, OXpaHa 3[J0POBbs, PaCXO/ibl
Ha [yXOBHOe, (p131IecKoe pa3BuUTIe U IIpodee) B IEPUOT, i
N, - ob1jee KOMMYECTBO HACENIEHNA B EPUO]T i.

ITporHosupoBaHMe M3MeHeHMe NMPUBENEHHBIX IOKa3a-
Tefiell C TeueHMeM BpeMeHM Ha ONpefie/IeHHbll MHTepBas
BpeMeHM IPOBOAMIOCh Ha OCHOBAaHMM JMHAMUKM IIOKa3a-
Tesnelt 3a npepbipyue 10 ner.

CoracHoO MOMy4YeHHbIM JaHHBIM, 9KOHOMUYECKas Ipu-
OBUIb TOCYAAPCTBA OT SKOHOMIYECKOII IeATeIbHOCTI MH -
BMJA cocTaBsgeT 6 212 751,67 rpH, win, ¢ y4eTOM apureTa
MOKYIIAaTeNbCKO BO3SMOXKHOCTH, 493 602,14 momn. CHIA.

Ha ocHOBaHMM [aHHBIX pacyeToB, ONpPENEININ, YTO
IpsAMble PAacXOAbl IOCOIOIKeTa COBMECTHO C HEOIONY-
YEeHHOJI IPUObUIbI0 B YKpalHe IO MpUYMHE IOTepSHHON
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PpaboTOCIIOCOOHOCTI TeHETUYEeCKOro OONBHOTO OYAYT CO-
CTaBJIATb OKOIO 6 MJIH 275 ThIC. TPH Ha KaXKA0r0 O60/IbHOTO
MYKOBUCIM/IO30M 4Ye/0BeKa, MJIN, C y4eTOM IapuTeTa IOKy-
MaTebCcKou crocobnoctu, 502 teic. 300 momn. CIIIA [8].

C y4eToM HO/Ty4YeHHBIX JaHHbBIX CTAHOBUTCA ITOHATHOM
KpaitHsiss HeOOXOAMMOCTb MPOBEIEHNs] MEPOIPUITUIL IO
npoduIaKTUKe HACTENCTBEHHON Iepefayy reHeTUYeCKUX
HapyUIeHU U POXJIeHNA JieTell ¢ TeHeTUYeCKOI/BPOXK/IeH-
Hoit maronorveit. [To maHubIM «Preimplantation Genetic
Diagnosis» [26], npo¢uIakTika BPOXAEHHOI! IIaTONIOIUN
OTHOCUTENIBHO €€ Ma/bHENIIEro leueHus ABasAeTca bomee
meueBoit B 23 pasa! Takum o6pasom, nmpoduaakTudeckoe
HallpaB/IeHNe CHUCTeMbl OXpaHbl 3JOPOBbsl ABJAETCS He
TOJIBKO JIeK/TaPMPOBAHHBIM BBICOKUM MJI€aIOM MEUIIVIHBI,
HO ¥ 9KOHOMIYECKOI1 HeOOXOAMMOCTBI0, 0COOEHHO Ha Iy TH
9KOHOMIYECKOTO CTAaHOBJIEHA TOCYApPCTBa.

PaccumTaHHas BeMMYMHA TeHETHYECKOIO Ipysa, 00y-
CJIOB/IEHHOTO HACJIe[ICTBEHHOI/BPOXKEHHOI IaTO/NIOTHel,
HO03BO/IAET 3AKIIOUUTD O IEPerpyXeHHOCTU reHodoHza
YKPaMHCKON IIONY/IALMY CKPBITBIMU T€HEeTHYEeCKVMMU Ha-
PYLIEHNAMM B COCTaBe XPOMOCOMHBIX a/IbTepaliil ¥ TeH-
HBIX MyTaumit. OfjHaKo, M3/I0)KEHHOE BbIIlIe TAKXKe JlaeT
OCHOBaHMs OTMETUTb, YTO CErOfiHA BHMMaHUe Bpadeil
MeJVIKO-TeHeTUYeCKOIl Cy>KObl He KOHIIEHTPUPOBAHO HA
BBIAB/IEHNY HOCUTEJIeil reHeTYecKux MyTanuit. C gpyroi
CTOPOHBI — CYIECTBYeT Ipo6reMa He[JOCTATOYHOrO Kade-
CTBa U HO/THOTBI IMATHOCTYKY, TOYHOCTH ydeTa IIaTO/IOT L.
DaxTHUecKy, Kbl IATBII XUTeNb YKpauHbl, 6e3 yde-
Ta My/IbTU(AKTOPHBIX 3a60/IeBaHMIL, ABJIAETCA HOCUTEIEM
XPOMOCOMHOJ ITePeCTPONKY MY My TallUU, KOTOPasd MOXKET
IIPUBECTU K OTHOMY 13 HanbosIee YaCThIX FeHeTUYEeCKUX 3a-
6oneBaHmit. IT0 0OYC/IABIMBAET 1eN1ecO0OPasHOCTD IIPO-
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BeJIeHVA MOHUTOPMHIOBBIX MEPONIPUATHIL ITO Ka4e€CTBEHHO
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LIMaIbHOM, HO U 9KOHOMMYECKOIT HEOOXOIMMOCTBIO.
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HAC/NEAOBAHUE FTEHA TPAHCMOPTEPA CEPOTOHUHA Y IETEA C AYTU3SMOM, CUHAPOMOM JAEOULINTA
BHMMAHMA NTUNEPAKTUBHOCTU N UX KOMOPBUAHOCTU

Anna Cepeeesna Iopuna', Simon Goetze ?, Jlapuca Cmanucnasosna Konecnuuenxo’

(*Sick Children Hospital, Toronto, Canada, npesuzent — M.J. Haddad; *Knnuuka megunmHckoro ¢akynbrera
YunBepcutera Ienpuxa leitHe, Jioccenpnopd, Iepmanns, kadenpa monekyniapHoi 6uonorun, 3as. — Dr. S. Goetze;
*VIpKyTCKuit rOCyapCTBEHHbI MEVIIMHCKIIT YHUBEPCUTET, PeKTOp — A.M.H., 1pod. V1.B. Manos,
kadenpa XuMuu 1 6MOXUMUM, 3aB. — [I.M.H., 1pog. JI.C. KonecHuueHnko)

Pesrome. CepoToHMHeprudecKasd CUCTeMa MO3Ia UTPaeT BaXHYIO PO/Ib B IPOABJICHUY CYMIITOMOB ayTy3Ma (CUMHJpPO-
ma Kannepa) n cungpoma nepuunra BHuManus u runepaktusHocty (CIBI). Onpenensmnich cofepkaHne CepOTOHNHA
u 5-OMYK B CMIXK, a raxcke 4acToTa M IepeHOC ajIefell TeHa oOpaTHoro TpaHcmoprepa cepoTonntna (CEPT) y pereit
¢ aytusmowm, codetanupiM ¢ CIIBI. ¥V pereit ¢ CIIBI' ormedeno nosbpimenne B 2,3 pasa 4acToThl guuHHOI annenn CEPT
(p<0,001) n mpeobnajjanne mepeHOCa JUIMHHOI aJ/UIeN OT reTepo3uroTHbIX poputeneit (p<0,01). CxopHble OTKIOHEHMs
MIMEIOT MeCTO U Y JieTell C ayTH3MOM, HO B MeHblleil cTereHn (B 2 pasa, p<0,001). ITpu coueranHoctn ayrusma u CJIBI
yKa3aHHbIe OTK/IOHEHVISI BBIpayKeHbI B HanbobIeil cteneHu (B 3,6 pasa, p<0,001). Cpeny popuTesieil OBbIIIEHNE YaCTOTHI
IJIHHOM ajutenyt oOHapy>keHo TojbKo y popureneit feteit ¢ CIIBI mim aytusmom, cogeranusim ¢ CIBT (8 1,2-1,3 pasa,
p<0,05-0,01). 9To mo3BonseT npennonoxutp, 4yro CIBI xapakrepusyercs, Hapsy C HpeVMYIIeCTBEHHbIM Hac/Ief0Ba-
HyueM paayHHOM atem CEPT, cymecTByeT reHeTnyecKas IpegpacionoKeHHOCTD K IOBBIIIEHHO YacTOTe 3TON ajl/IeNu.
AHaTOTMYHO TOBBIIIEHHO YaCcTOTe INMHHOI ajI/Iefn, TIOHVKeHe KOHIeHTpaunu cepoTornHa 11 5-OMYK B CMIK umeer
Mecto kak ripu CJIBI, tak u pu ayTusme, Ho ocobenHo (Ha 40-47%, p<0,001) BoipaxkeHo y feteit ¢ CIIBI n aytusmonm, co-
vetanHbIM ¢ CIIBI.

KiroueBble cioBa: ayTusM, CMHAPOM fiepuIyiTa BHUMAHNA U TUIEPAKTUBHOCTH, OOpaTHBIN TPAHCIIOPTEP CEPOTOHNUHA,
cepoTonmH, 5-OMNYK, annenn.

INHERITANCE OF SEROTONIN TRANSPORTER GENE IN CHILDREN WITH AUTISM ATTENTION DEFICIT AND
HYPERACTIVITY DISORDER AND THEIR COMORBIDITY

A.S. Gorina', S. Goetze %, L.S. Kolesnichenko®
(*Sick Children Hospital, Toronto, Canada; *Heinrich Heine University, Diisseldorf, Germany;
*Irkutsk State Medical University, Russia)

Summary. Brain serotonergic system plays important role in symptoms of autism (Kanner syndrome) and Attention
Deficit and Hyperactivity Disorder (ADHD). We determined concentrations of 5-HT and 5-HIAA in CSF and also frequency
and transmission of alleles of 5-HT transporter gene (SERT) in children with autism combined with ADHD. In children
with ADHD there was an 2.3-fold increase in frequency of the long allele of SERT (p<0,001) and preferential transmission
of the long allele from heterozygous parents (p<0,01). Similar changes occurred also in children with autism but to a lesser
degree (2-fold, p<0,001). These changes are most pronounced in children having autism combined with ADHD (3,6-fold,
p<0,001). Among parents, an increase in frequency of the long allele was observed only in parents of children having ADHD
or autism combined with ADHD (1,2-1,3-fold, p<0,05-0,01). This allows hypothesizing that ADHD is characterized not
only by preferential inheritance of the long allele but by genetic predisposition to the increased frequency of the long allele.
Similarly to the increased frequency of the long allele, a decrease in CSF concentration of 5-HT and 5-HIAA occurs both in
ADHD and autism but is more pronounced (by 40-47 percent, p<0,001) in children with ADHD and autism combined with
ADHD.

Key words: Autism, Attention Deficit and Hyperactivity Disorder, serotonin transporter, 5-HT, 5-HIAA, alleles.

Cunpgpom peduimra BHUMaHUSA M TUIEPAKTUBHOCTM  JeTeit it aytusma [10]. AyTusMm — reTeporeHHblil repBa-
(COBT) u aytusm (cunpgpom KaHHepa) sIB/SIOTCS CaMbl-  3MBHBII CUHAPOM Pa3BUTHSI, C XapaKTepHOI TPMALOil HAPY-
MM PacIpOCTPAHEHHBIMM M CIOXKHBIMM C TOYKM PAaHHEN  ILIEeHNs MOBEJEeHNs: COLMANbHBIM ePUIMTOM, HAPYILIEeHN-
IVaTHOCTUKY, STHOJIOTUY U JIedeHVsI 3a00/IeBaHVisI HEPBHO- €M sI3bIKa M KOMMYHMKALIMY U ITOBTOPSIOLMMICS CTepeo-
ncuxudeckumn 3abonesanusamu y gereit. Yacrora CIBI u tunHbsiMm gBiokeHussMu. CungpoM feduimra BHUMaHMA
ayTu3Ma B IIOCNIEfHME HecATWIeTNA pacTeT. B Hacroamee u rumepakrtusHoct (CIBI) - paccTpoiicTBO pasBUTHA,
BpeMsA MX BCTPEYaeMOCTb B pasHbIX CTpaHaX COCTAB/Ae€T  HAadyMHAIOLIeecs B eTCKOM BO3PAcTe U MPOABAKLICeC B
132-140 Ha 1000 mereit ga COBI u 8,2-9,2 ciyyas Ha 1000 TPyZHOCTM KOHLIEHTpaLuyM M IOAAEP)KaHUs BHMMAHMA,

23



