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Henbro JaHHOIO HCCACAOBAHMA SIBWICH AHAIN3 YacTOTBI M OTAromeHHOcTH (enmakeronypun (P®KY) B
PocroBckoii o01actu (PO). Heonaranbubiii ckpuHnHr Ha @®KY nposoautes B 06aactu ¢ 1993r. Yacrora ®KY B
odonactu 3a 1997-2014 rr. coctaBmiaa 1:6457 (1,55+0,13 %o), omHAKO eCJIM UCKJIKYUTH MEPBBIE€ TOAbI ¢ HU3KHM
npoueHToM oxBara (1993-1996), Tto yactora ®KY cocraBmma 1:6077 (1,65+0,15 %) HOBOPO:KIEHHBIX.
Paccuutana yactora rerepo3urotHoro Hocurejbcta MKY cpeam nerckoro HacesjieHusi, KOTOpasi COCTaBUJIa
2,50 %. Ilo maHHBIM TeHETHKO-IMHIEMHOJOTHYECKOr0 HCCIETOBAHUS, PACCYHTAHA OTATOMIEHHOCTH DKY
JeTCKOI0 HacejieHUsi B ropogax u paiioHax ob6uaactu 3a 2000-2014 rr. Otsaromennocts ®KY perckoro
HaceJieHus1, paccuuranHas Ha 10000 gereii, coctaBuia B uesaom no odaacrtu 1,60+0,16 (1:6233), nis1 ropoackoro
nerckoro Hacejaenus 1,69+0,22 (1:5930), nas ceabckoro 1,51+0,22 (1:6631).

KiroueBrie cioBa: (beHHJIKCTOHypHH, TCHCTUYCCKAsA SIIMACMHUOJIOrus, 4aCcTtoTa, OTArOMCHHOCTD.
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The aim of this study was to analyze the incidence and prevalence of phenylketonuria (PKU) in the Rostov
region. Neonatal screening for PKU is carried out in the area since 1993. The incidence of PKU in the field of
1997-2014 years was 1:6457 (1,55+0,13%o), but if we exclude the early years with a low percentage of coverage
(1993-1996), the incidence of PKU was 1:6077 (1,65+0,15%0) newborns. Frequency of heterozygous carrier of
PKU among children was calculated, which amounted to 2.50%. According to the genetic-epidemiological
studies, designed burdened PKU child population in the cities and districts of the region for the 2000-2014 years.
Burdened by PKU child population calculated per 10,000 children it was in the whole area 1,60+0,16 (1:6233),
for the urban child population 1,69+0,22 (1:5930), for agriculture 1,51+0,22 (1:6631).
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@enunkeronypuss (PKVY) (#261600) — omHo u3 Hamboee HW3YYCHHBIX Op(aHHBIX
HACJIE/ICTBEHHBIX OOJIe3HEH OOMEHa BEIIECTB C ayTOCOMHO-PEIIECCUBHBIM THIIOM HacielIOBaHMUS,
00yCIIOBJICHHOE HapylIeHHEeM OOMEHa aMUHOKUCIOTHI QeHmnanannna (PA), cBsS3aHHOE C HU3KOU
aKTUBHOCTBIO (pepMeHTa (heHUITATAHUHTUAPOKCUIA3hl M 00YCIOBIEHHOE MyTallusiMU B reHe PAH.

B 80-x romax wuaentuduuupoBanel reH PAH W OenKOBBIM NPOAYKT T'eHa (EepMEHT
¢bennananuHrHIpoKcHiIaza. B Hacrosimee Bpems B rene PAH ommcano 959 pasnuuHbIX MyTaiuii

(mo cocrosHUto Ha 22 Mapta 2016 rona), KOTOpble HEPaBHOMEPHO pacCHpEeNIEHbl 110 BCEMY T'EHY,



dbopMupysl «ropsiuUe ydacTKu» B KatamutudeckoM aomene [Mitchell J.J. et al., 2011; Donlon J. et
al., 2014]. Ycnexu B 061acTi MOJEKYJISIPHONW TEHETHKH U MPOBEICHHE HEOHATAJIHLHOTO CKPUHHHTA
MO3BOJIWJIM BBISIBUTH M omnMcaTh atunuuHbie Gopmbl @KVY. 3a Bpems mpoBeleHUs CKpUHUHTA Ha
@®KVY onucansl eAMHUYHBIE ClOydau TunepeHnIaJaHuHEMUH, OOYCIOBICHHbIE HapylIEHHEM
oOMeHa TeTparuApoOHONTEpHUHa, cocTaBisgmue He Oomee 1-3 % OT Bcex MAIMEHTOB C
MOBBIIEHHBIM ypoBHEM DA.

Yacrora Bcrpeuaemoctu DKV BappupyeT B IIMPOKHMX HIpElENax y HAacEJIEHUs pa3HbIX
pPerMOHOB M CTpaH. BHeapeHwe B NpaKkTHYECKOE 3JPaBOOXpAaHEHHE OOJBUIMHCTBA CTpaH
roCylapCTBEHHON NMpOrpaMMbl CKPUHUHIAa HOBOPOXIEHHBIX MO3BOJIMIIO OLEHUTHh 4acToTy @KV B
Pa3IMYHBIX NOMYJIALMSIX, KoTopas B cpeqHeM coctasisieT 1:10000 [8]. BrisBieHsl cyliecTBEHHBIE
Kosiebanus nokaszateneit yactotsl @KV B pasznuunbix perumonax: ot 1:3627 B Upane no 1:120000 B
SAnonun [10; 7].

B Poccuiickoii ®enepannn nuarsoctuka ®KY B paMmkax CKpUHHMpYIOLIEH NPOTrpamMMbl
nposogurcs ¢ 1992 r. Ilo pesynbraramM HeoHaTaJbHOrO CKpuHHMHra B Poccuiickoit ®denepanun
ompezeneHo, yTo yacrora Bapeupyer oT 1:3000 B KapagaeBo-Uepkeccun mo 1:18000 B PecriyOnuke
TriBa, B cpenHeM no crpaHe coctasisis 1:7142 [4; 2]. [loka3aHo HaAJIMUKE CYLIECTBEHHBIX Pa3IMunid
He Toibko B dyacrote DKV, HO u cmnekrpe u dyactotam Myrauuid B reHe PAH 1o
nonyisiusiM/3THOCam [3; 9].

Ieas uccaenoBaHus

OneHuTh 4acToTy U OTIAromeHHOCTh (heHmnkeTonypun (DPKVY) B PocroBckoit obnactu mo
JAHHBIM HEOHATaJIbHOI'O CKPUHUHIA ¥ T€HETUKO-3MNUEMHOJIOTHYECKOTO NCCIEI0BAHUS.

MartepuaJjibl 1 METOABI HCCJIEI0BAHUS

IIpoananu3upoBaHbl pe3ysbTaThl IPOBEACHNUS HEOHATAILHOTO cKkpuHUHra Ha OKVY 3a 1993—
2014 rr. Ilpm 1npoBEeNEHMM HEOHATAJIBHOTO CKpPUHMHra BbIsBIeHO 204 maunumeHTa c
runepdennnanannaemueit (I'DA), uz Hux ¢ quarno3zom OKV BersiieHo 140 6onpHbIX (68,63 %) 1
c DA — 64 pedenka (31,37 %). Cootnomenue 6onpHbIX PKY n I'QA cocrasuio 2,19:1. B rpynme
HaOoaeTCsl HE3HAYUTENbHOE Tpeobiasanue aul Myxckoro mona — 136 (51,32 %) npotus 129
JIMII )KeHCKoro moJia (48,68 %), cootHomenue M: xx — 1,1:1.

[To manueM I'BY PO «MUALl» uucnenHocts nerckoro HaceneHus (ot 0 mo 14 mer 11
MmecsieB 29 nueit) Ha 1.01.2015 r. cocraBnser 648245, u3 HUX npoxuBarolue B ropoaax — 349853,
B CeJIbCKOM MecTHOCTH 298392 [5].

PesynbTaThl HCC/Ieq0OBaHNS U UX 00Cy KIeHUe

Heonaranphsiii ckpunuar Ha @KY B PocToBckoii obnactu npoBogutcs ¢ 1993 1. 3a nepBbie
ronel npoBeaeHus ckpuHuHTa (1993—1996 rT.), MPOIEHT OXBaTa HOBOPOKICHHBIX OBLT HU3KUM

(tabmuma) u cocraBun B cpegHeM 58,31 % oT o0miero 4ucia HOBOPOXKIEHHBIX, CYMMAapHO



obcnenoBano 94657 u3 163542 HOoBOpOXIAEHHBIX, 4TO cocTtaBmio (57,88 %). B 1997 r. npoueHt

0XBaTa HOBOPOJKJECHHBIX HEOHATAJILHBIM CKPUHUHIOM yXe cocTaBuil — 97,52 %, 4To COOTBETCTBYET

MEXTyHapOAHBIM TpeOOBaHUSAM IO IPOBEICHUIO CKPUHUHTA B pernone. 3a nepuoa 1997-2014 rr. B

obmieit cnosxkHoctu obcnenoBano 747487 uz 759750 HoBopoxaeHHbBIX (98,36 %) u BbIsABICHO 178

IeTell ¢ MOBBIIIEHHBIMY 3HaYeHusIMu DA, u3 uux 123 6onpHEIX PKY 1 55 gereit ¢ [PA. 3a Bech

Mepuoj MpPOBEIEHUS HEOHaTallbHOrO ckpuHuHra 1993-2014 rr.

B Pocrosckoii o0mactu

obcnemoBano 842144 w3 923292 HOBOpPOXIAEHHBIX, 4TO cocTaBwio 91,21 % wu BEBISBICHO C

noBbIIeHHBIM ypoBHeM DA — 207 nerelt, u3 Hux 143 60abHbIX OKY 1 64 pebenka c [DA.

JlnHAMHKa HEOHATAJIBbHOr0 CKpuHHHTra u 4yacrora ®KY B PocroBckoii o0acTu

Ton Yucno Oxsar ®OKVY | YacroTa I'®A | Bcero | Yacrora
HOBOpOXK | 00ciieno | HOBOPOXKIe OKY OKVY u
JEHHBIX | BaHHBIX | HHBIX (%) '®A
1993 41602 9026 21,70 5 1:8320 3 8 1:5200
1994 42457 25537 60,15 5 1:8491 1 6 1:7076
1995 40676 29065 71,46 6 1:6779 4 10 1:4068
1996 38807 31029 79,96 4 1:9702 1 5 1:7761
1997 36726 35816 97,52 4 1:9182 2 6 1:6121
1998 35549 35078 98,68 10 1:3555 3 13 1:2735
1999 33396 33260 99,59 5 1:6679 1 6 1:5566
2000 36142 35380 97,89 4 1:9036 2 6 1:6024
2001 36336 36313 99,94 7 1:5191 4 11 1:3303
2002 38799 38197 98,45 8 1:4850 6 14 1:2771
2003 40597 40202 99,03 4 1:10149 2 6 1:6766
2004 41630 40754 97,90 4 1:10408 3 7 1:5947
2005 39677 37694 95,00 6 1:6613 2 8 1:4960
2006 40673 38844 95,50 11 1:3698 5 16 1:2542
2007 43459 43189 99,38 8 1:5432 5 13 1:3343
2008 45910 45345 98,77 12 1:3826 6 18 1:2551
2009 46569 45084 96,81 5 1:9314 5 10 1:4657
2010 46564 46486 99,83 6 1:7761 2 8 1:5821
2011 46485 46213 99,42 9 1:5165 3 12 1:3874
2012 49935 49404 98,94 7 1:7134 1 8 1:6242
2013 49740 49634 99,79 8 1:6218 1 9 1:5527
2014 51563 50594 98,12 5 1:10313 2 7 1:7366
Hroro | 923292 842144 | 91,21 143 1:6457 64 207 1:4460

JlaHHBIE HEOHATAJIBHOTO CKPUHMHIA M03BOJIMIM onpenennts yactoty @KV B PocroBckoit

obnactu, KOTOpas B CpeJHEM 3a BCe TOJbl MpoBeaeHus coctaBuia 1:6457 (0,15+0,01 %o), onHako

CCJIN IMOAXOAUTHh K OLICHKEC YaCTOThI ®OKYVY 0Ooiee CTpOro U UCKIHOYUTH I'OJbI C HU3KUM IPOICHTOM

oxsara (1993—-1996 rr.) u3 pacuera, To yacrora ®KY B PO — 1:6077 (0,16%0,01 %o).




Ha rucrorpamme (puc. 1) mpeacraBinensl nokaszarenu 4dactorsl @KV mo romam B PO.
CraTUCTHYECKH 3HAUYUMMBIX OTIMYMN B 3Ha4YeHUsAX 4acToThl PKY B pasHbie roapl mpoBEACHUS
CKpUHUHTa OT cpeanedl yactotel B PO 1:6077 (0,16+0,01) ne BbIsIBIeHO. Ho Oonee Huzkue
3HaueHust 4acToTbl oTmedeHbl B 2003-2004 rr. u 2014 r., koropsie cocraBuiu 1:10149
(0,99+0,49)!, 1:10408 (0,96+0,48)> u 1:10313 (0,97+0,43)° cooTBETCTBEHHO, U 0OJee BBHICOKUE
nokazatens 9yactoTel @KV BoisBieHsr B 1998 1., 2006 r. u 2008 r. — 1:3555 (2,81+0,89), 1:3698
(2,7040,82) u 1:3826 (2,61+0,75) COOTBETCTBEHHO.
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Puc. 1. Yacmoma @KY 6 PO no 0anHbiM HeOHAMAIbHO20 CKPUHUH2A

[Ipy momapHOM COMOCTABICHUM BBICOKMX M HH3KMX 3HAYEHHH YacTOT MeXay co0oi
pasnuMuus CTaTHCTMYECKM He JocToBepHBI (t'=1,79; t*=1,83; t*=1,89; p<0,05), Tak ke Kak u Ipu
COTIOCTABJICHUM BBICOKMX M HU3KHUX IOKa3aTeledl 4acTOThl CO CPEJHUM 3HAYEHHEM M0 00JacTh
pasnuyusi He TOCTOBEPHBI (U1 HU3KUX 3HaueHu t=1,29; p>0,05, u 115 BeicOKUX 3HaueHui t=1,28;
p>0,05).

B Poccuiickoit @enepanyun HeoHaTanbHbl ckpuHUHT Ha OKVY npoBoaurtcesa ¢ Hagana 90-x
rojoB, yactotra ®KVY B cpeanem mo Poccum cocraBusier 1:7142 [4]. B G0onbIIMHCTBE PErHOHOB

Poccun oTMedueHbl YaCTOTHI COMIOCTAaBUMBIE CO CpeTHUM 3HaueHueM 1o PO (puc. 2).
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Puc. 2. Yacmoma @KY 6 PD. Pecuonsi: 1. Anmatickutl kpai, 2. Apxaneenvckas oboracme, 3.
bawxopmocman, 4. Upxymckas obnacme, 5. Kabapouno-bankapckas Pecnybnuxa, 6. Kypckas
obracme, 7. Kpacnooapcxuii kpau, 8. Kapauaeso-Uepkecckas Pecnyonuxa, 9. Mockea, 10.
Mocxkosckas oonacmes, 11. Huscecopoockas obnacms, 12. Hogocubupckas obnacme, 13. Illepmckas
obracmo, 14. Cankm-Ilemepoype, 15. Ceeponosckas obnacme, 16. Cmaspononvckuii kpat, 17.
Pecnybnuxa Tviga, 18. Pecnyonuxa Yomypmus, 19. Xabaposckuu kpati, 20. Xanmui-Mancutickuii
AQO, 21. Cpeonee no Poccuu, 22. Pocmogckas obiacms (OanHoe ucciedosarie)

B Aunraiickom kpae yacrota @KV cocraBuna 1:6292, Apxanrensckoir obmactu 1:7380,
Kabapauno-bankapckoit Pecriyomuke 1:5900, Cankr-IlerepOypre 1:7900, CepmioBckoit obmactu
1:6500, Xabaposckom kpae 1:7108, Xantei-Mancuiickom AO 1:7314 [4]. CpaBHUTEIHHBINA aHATTN3
mokasaj, 4ro cpenHue 3HaueHus yacTtoTel DKY B PocroBckoit 001acTé COOTBETCTBYIOT
MoKa3aTessiM OOJIBIIMHCTBA peruoHoB Poccun.

Bricokne mnokaszarenu uactorel ®PKY 3aperucrpupoBanel B KapauaeBo-Uepkecckoit
Pecriyomuke 1:3000 u Kypckoit o6mactu 1:4735, B To BpeMs kak B PecnyOnuke TriBa mokaszarenu
gacToThl ®KY Obun caMbiMu HU3KkUMHU B PO 1:18000 [1; 4; 2].

B OompmuHcTBe cTpan EBpomeiickoro Coroza 3HaueHust dactotel DKY Haxonstcs B
cpennux no EBpone rpanunax oxoso 1:10000, cpeguss wacrota ®KY B EBpome cocrasisier
1:8034. Tak, yacrota @KV B Benrpuu cocrasuna 1:12689, ®pannuu 1:17000, Xopsatuu 1:12000,
Hopserun 1:11457, Hunepnangax 1:12985, eeruu 1:12681, Yexun 1:13952, Dcronun 1:13886,
JIntBe 1:10000. bonee Bricokme mokasatean 4dacToThl DPKY ormeuensl B Ciosenum 1:3042,
Wrtanun 1:3654, I'epmanuu 1:5584, Upnanauu 1:6200, Ucnanguun 1:8400 u1 Monnosumn 1:7325.
bonee Huskue nokaszarenn yactotel @KV B EBpone BbisiBiaeHs! B bosrapum 1:28370, I'peunn

1:35552 u ©Quamsaguu  1:100000 [9]. Huskas uactora ®KY B @uaisHauu oO0ycIOBIEHA



MOIYJSIUOHHBIMA OCOOCHHOCTSMH, U HEOHaTaNbHbIA ckpuHUHT Ha DKV B cTpaHe B Hacrosiee
BpeMs HE MPOBOJUTCS.

Amnanus yactotel @®KY B Mupe Taxke BbISBUI CYLIECTBEHHBIE pa3INuus B IOKA3aTeNAX, TaK
MUHHMaJbHbIE 3HAYEHMS] YaCTOThl OTMEUYEHBI B a3uaTckux crpaHax: 1:120000 B SAnonun, 1:41000 B
Kopee u 1:23000 B TaiiBane [7]. IIlpoBenenHoe B cBoe BpeMsl McciaenoBaHue B TypIuu Moka3ano
BbICOKYIO yacToTy @KV, xoTopast cocraBuna 1:2622, oqHako HEOOXO0IUMO OTMETHTb, YTO 3TO OBLIO
«IUJIOTHOE» HCClel0OBaHue, NpoBeaeHHoe B mnepuoa 1984-1986 rr. B LlenTpanpHOoM rocnurane
AHKapbl, HA TOM MOMEHT Bcero Obuio o6cienoBano 20979 HoOBopokaeHHBIX. bonee mo3gHue
nyOJIMKalMi aBTOpA, OXBATHIBAIOIIME BCE METPOIOJHMH CTpPaHbI, MOKa3bIBAIOT 0oJjiee BHICOKUE
3HaueHus yactoThl (1:4172), conocraBumsele ¢ apyrumu crpaHamu EBpomnsl [9]. Beicokue 3HaueHus
yactoTel @KV ormeuensl B Upane 1:3627 u Erunre 1:5000, kak 0TMEUaloT aBTOPHI, YTO, CKOPEE
BCET0, 3TO CBSI3aHHO C HAI[MOHAIBHBIMU OCOOCHHOCTSMH I'€HETUYECKOH CTPYKTYphI HACEJICHUS U
BBICOKOM pacrpoCTpaHEeHHOCThIO HHOPEIHBIX OpakoB [6].

IIpoBenenue B PocToBCcKOH 007acTH HEOHATAIBHOTO CKPUHUHTA M BBIABICHHE OOJIBHBIX
@®KVY mno3Bosinio paccuutaTh, B COOTBETCTBHM C 3aKOHOM Xapau — BaifnGepra, wacroTy
rerepo3urotHoro Hocurenbcrea KV cpenu nerckoro Hacenenus, kotopas cocrasuina 2,50 % win
18687 nereit, poausiuxcs B nepuoa 1997-2014 rr.

B PO 43 paiiona u 12 roponoB 00JaCTHOTO MOJYMHEHHS, Ui BO3MOXHOCTH OLICHKH
TEPPUTOPUAIBHBIX PA3NIMUUN 10 JAHHBIM T€HETUKO-3IUIAEMHOJIOIMYECKUX HCCIIENOBaHUM,
paccuutaHa oTsaromeHHocTs OKY nmeTckoro HaceneHwsi B Topodax U paiioHax oOmactu 3a 2000-
2014 rr. Otaromennocts ®KY nerckoro Hacenenus, paccuntanHas Ha 10000 nereid, coctaBuia B
renom no obmactu 1,60+0,16 (1:6233), ans ropoackoro aerckoro Hacenenus 1,69+0,22 (1:5930),
st cenbekoro 1,51+0,22 (1:6631), npu monmapHOM CONOCTAaBJICHUM TMOKa3zaTeled pa3iuyusi He
JOCTOBEPHBI.

OTmeueHbl BBICOKHME 3HaU€HUs 4yacToThl BcTpeuaemoctu OKYVY cpenn nerckoro HaceiaeHus B
ropogax Asos u Kamenck — 3,24+1,62 (1:3090)! u 3,07+1,54 (1:3254)?, xoTOpble OKa3alUCh
JIOCTOBEPHO BBIIIE CPEJHEr0 3HAUEHHs i TOPOJCKOro jaerckoro Hacenenus (t'=2,0, p<0,05;
t2=2,0, p<0,05). B r. IllaxTel yacToTa BcTpeuaeMocTu camas Huskas 0,28+0,28 (1:35198), oxuako
paznuuua He pocTtoBepHbl (t=0). B bemokanutBeHCKOM palloHE BbISBIEHA camasl BBICOKas
oTsaromenHocts OKY 5,22+1,85 (t'=5,0, p<0,001), uto coctaBuno 1:1915 nereii. B 6onbmuHCTBE
CeNbCKHX pailoHOB oOsactu 60bHBIE DKY BBISBICHBI B €IMHUYHBIX CITydasX.

B pamkax reHeTHKo-3M1AeMHOJIOTHYECKOrO UCCIeN0Banus nomnysauuii Poccun, mposeneHo
M3yUYeHHE OTATOLICHHOCTHU JIETCKOTO HACEJIECHUs HACJIEACTBEHHBIMU 3a00seBaHusIMH B PecryOnuke
Tarapcran, otsiromeHHocts KV cocraBuna 1:9608, uTo Bhillle moka3aresnel, MOJTYYEHHBIX B X0/

JAHHOTO uccien0Banus s getckoro HaceneHus: PO 1:6233 [3unuenko P.A. u np. 2014].



3akiaro4eHue

[IpoBeneHHblli aHanu3 mo3BoJMI omnpenenuTh dactoty PKY B PocrtoBckoit oOmacty,
KoTopasi coctaByisgeT B cpeaHeM 1:6077 (3a mepuon 1997-2014 rr. — penpe3eHTaTUBHBIA OXBAT
CKPUHUHIOM HOBOPOXACHHBIX — 98,36 9%). He BbIsABICHBI JOCTOBEPHBIC OTIMYMS 3HAUYCHUM
gactoTel @KV B pa3Hble roapl nmpoBefeHHs] CKpUHUHIAa. CpaBHUTENBHBIN aHAIU3 IIOKa3ajl, 4TO
3HayeHus: yactotel ®KY B PO cooTBeTcTBYIOT mMoKazaTensiM OOJNbIIMHCTBA peruoHoB Poccun
(1:7142) n EBpomnsl (1:8034). Onpenenena yactora rerepo3urotHoro HocutenbcrBa OKY cpeaun

HOBOPOJKJIEHHBIX, KoTOpas coctaBuia 2,50 %.

Paoboma eévinonnena npu wacmuunom gunancuposanuu PO OU (14-04-00525).
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