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Karouesvie crosa: penurkemonypus, sporoenole HApyueHUs MemadoAUMa, 2eHOMHDBLIL CKPUHUHZ HOBOPOIOEHHDLX, 2eH

fﬁEHuAaAaHuHZMaPOKCLL/La3a, 56€Hu/laAaHuH, dMHU"ECKUe epynnol

®ennakeronypus (PKVY) spasercs Hauboaee pac-
IIpOCTpaHeHHbIM BPO>KAEHHBIM HapyIlleHMeM MeTa-
00AM3Ma aMMHOKICAOT C I100a4BHOI pacIpocTpa-
HeHHocTbIO 1:10000 HOBOpOXAeHHbIX [1]. B nacros-
mee BpeMs OKV paccmarpupaeTcs Kak ITapagurma
A4Sl BCeX BPOXKAEHHBIX OIMMOOK MeTabOoAM3Ma, SIB-
ASASICh TIePBBLIM, IMOAYYMBIINM DTHOAOTMYIECKOe 00b-
SICHEHIe, ITIePBBIM C YCIIeIIHbIM AedeHneM (B popme
KOHTPOAMPYEMOI AMETHl, BBEAEHHOI XOpCTOM
buxezem B 1950-x Togax), 1 nepBbIM, KOTOPBI Ob11
oOHapy>KeH ¢ IIOMOIIBIO IIpOrpaMM CKpPVMHMHIA
Takum obpasom, OKY mo-
Ipe>kHeMy IIMPOKO paccMaTpuBaeTcsl Kak TpuyM@

HOBOPOXKAeHHBIX [1].

HayKM M MEAVILIVHEI ¥ KaK BBIAQIOIIMIICS IIPUMEP X
OTPOMHOTO ITOTeHI[1ala 10 IIpeo0pa3OBaHNIO JKIUSHA
AIOAEN C HaCAeACTBEHHBIMI PacCTPONICTBAMMU IIyTeM
MpeAOTBPaIeHNsT X U3HYPUTEABHBIX KAMHITIECKUX
nocaeactsuii. Ilpeariocslakoit u pemanommm dae-
MEHTOM ycITexa sBAseTcsl dPpQPeKTUBHasI IIporpaMMa
TeHOMHOTO CKPVIHIHTa HOBOPO>KAEHHBIX.

I'enetnuecknii aHaau3 siBAsIeTCST BPPEKTUBHBIM
CPeACTBOM paHHel DTHOAOTIMYECKOM AUATrHOCTUKIA,
Ha3HaYeHIs1 Ae4eHNs U ITpeHaTaAbHON AMarHOCTUKI
nanyenTos ¢ PKY. Ycranosaeno, uro PKVY Broi3biBa-
eTcA M3MeHeHneM reHa (peHnAa1aHNHTUAPOKCUAa3hl
(PAT). DTOT reH moMoraeT co3AaTh PepMeHT, HeOO-
XOAVIMBIN AAsl paciierniienns pernaasanusa (PA).

Ileas HacTOAIIEN CTAaTHU: IIPOBECTY aHAAUTIIEC-
Kiii 0030p COBpPeMEHHBIX AAHHBIX AUTEPATypPHl O
reHe (eHMAaAaHMHTUAPOKCUAA3HI U TE€HOMHOM
CKpMHMHTE 110 (PeHNAKETOHYPUIL.

DAeKTpOHHBII TOUCK BbIIIOAHeH 1o Ovid
MEDLINE, Ovid Embase, Web of Science, PubMed,
Scopus B mepnog 2017 - 2022 rr. A A5t moucKa UCIIOAD-
30BaAll CAeAyIOIie TepMUHBL HOBOPOXKAEHHEIE,
(peHNAKeTOHY P, CKPUHIHT, TeH (PeHIAaAaHNHT U A-
pOKc1Aa3a, TEHOTHUII.

B 1980-x um 1990-x rogax sapoxkjaaach cCIeIju-
aABHOCTh MeJUITMHCKOV TeHeTVKY, a MOAeKyAspHas
Ouoaors AHK-

mo3poanuaa  paspaboTarb

AUarHocTuKy [2]. B To ke BpeMs pocao NOHMMaHKe
3a4acTyio 60ABIION BapnabeAbHOCTH TIXKecTu 3a00-
AeBaHM 1 eTO paclpoCTpaHeHHOCTH. 3a IocAeAHme
50 zet ObLAM MAEHTUPUIMPOBAHBI CelN(pUIecKe
ITaTOTeHHbIe BapMaHTHI B TeHaX I CBA3aHHBIE C HUMMI
(peHOTUIIEI, UTO ITO3BOANAO IIPOBECTY TeHETUIECKOe
TecTuposaHne u cKpuHUHT [3]. OgHako MO Mepe
TOTO, KaK Bce 0oapIe OecCMMIITOMHBIX HOBOPOK-
AGHHEIX, IIOABEP>KEHHBIX PUCKY TI'€HETHYECKOTO
paccTporicTsa, OBLAM OII€HEeHHI M AVarHOCTMPOBaHbI,
KAVMHIYIEeCKOe ITOHMMaHMe CA0KHOCTY TeHeTUIeCKIX
3aboaesannit pocao. K 2021 roay ycTaHOBAEHBI
DTUOAOTUM AECATKU peaKnX 3a00AeBaHMIi, YTO I03-
BOAsET pa3paboTarth clieraabHble METOABI AMarHoc-
TUKM ¥ AedeHns. Ha ceroAHAIIHMIT AeHb yCTaHOB-
JAeHa MO/eKyAspHas ocHoBa 6925 3aboaesanmuii [3]. B
ob1ert caoxHOCTH 4470 reHOB MMEIOT 601€3HeTBOP-
HBIe BapMaHTEI, 9TO AeAaeT UX IT0AJAAIOITIMIICS TeHe-
TigeckoMy TectrposaHuio [3]. [lepsrre 6a3br gaHHBIX
O II0CAeAO0BaTeABHOCTAX TIeHOMa B IIOITYASIIVIIX
Mupa, T.e. 0a3a AaHHBIX arperanum sK3oMa u 6asza
AAHHBIX arperauuy TreHOMa IIPOJOAKAaIOT pas3Bu-
BaTbCSl, XOTSI OHU OCTAIOTCSI OTPAaHNYEHHBIMI B CBOEM
IpeAcTaBA€HUs pPeAKNX BapMaHTOB ITaTOTEHHEBIX
3a00/€eBaHNIT ¥ Pa3HOOOPa3HBIX ITOIYASIIVOHHBIX
AaHHbIX [4]. B nacrosmee BpeMsl MOAeKyAspHbIe
TecTsl B HEOHaTaAbHOM CKPMHIUHIE IIePeXoAsIT OT
(pyHKIIMOHAABPHOTO TeCTMpPOBaHMsA C MUHUMAaAb-
HBIMI IIpoOJeMaMM MHTepIIpeTaliuy pPe3yAbTaTOB
(sarrpumep, TRECs- T-cell Receptor Excision Circles,
T-penjeniTopHble HKCIIM3MOHHbBIE KOAbIIa) K TeCTUPO-
BaHUIO 3aPOABIIIIEBOI AVMHNUY A5 BBLABAEHILS 1leael],
MIOAJAIOIINXCST MEeAUIMHCKOMY BO3JelicTsuio. Mo-
A€eKyAsipHBIe TECTBI MOTYT VMICIIOAB30BaTLCs B COUETa-
HIM ¢ OMOXMMIYECKMMIY TecTaMI B KauecTBe TeCTOB
BTOPOTO YPOBHS B aArOpUTMe CKPMHMHIA WA AAS
yIpaBAeHMs]  IPOTHOCTMYECKMMM  3HAYEHIIMU
CKPUHIHIOB, CHIDKEHMs 3aTpaT Ha IIOCAeAyIolree
HabA04eHNe (A0KHOIIOAOXKNUTeAbHbIE CKPMHIHIM)
CHCTeMBI

A ceMell 1 34paBOOXpaHeHus U
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MHQPOPMUPOBaHM O A€YeHMM DKCTPEHHBIX CUTYya-
1M1 Yy HOBOPO>KAEHHBIX.

MNaentuduimposano 6oaee 1180 6masseapHBIX
BapuanTos reta ®AI, pacr010XeHHOIO Ha XpOMO-
come 12q22-24.1 [1]. DT ayTOCOMHO-pellecCUBHbIE
HacleAyeMble BapMaHTBl IIPUBOAAT K AepUIINTY
Pepmenta PAI, xotopslii rmapoxkcuanpyer PA B
TUPO3MH C MOMOIIBI0 KodakTopa (TeTparuapo-
ouonrepun; BH4), MoaekyAsipHOTO Kmucaopoda U
HEeTreMOBOTO >kele3a [2]. MeTtaboandeckast KapTuHa
BechbMa HEOJHOPO/HA, TaK KaK 3aBUCUT OT CTeIleHU
ocratouHoi akTusHOCTU PAI 1 KoHneHTpanuy GA
B KpoBu. Huskas octaTouHast akTMBHOCTH (pepMeHTa
OOBIYHO MPUBOAUT K IIOBBIIIEHMIO KOHIIEHTpaluu
®A B KpoBuM M DOJee TIKEAOMY KAMHIYECKOMY
Jenorurry, ecan ero He ae4ants [3].

I'er QAT Ob1a BriepBhle KAOHUpOBaH B 1983 1. [5].
Ha cerogwsamumit genp 564 myranum rena AT
(12q24) OpLam BHeceHBI B 0a3y AaHHBIX KoHcopumyMma
aHaamsa Mytanmit  PAI, u3 koropeix  60,5%
SIBASIIOTCS MUCCeHC-MyTanusamy, 13,5% - MyTranyusiMu
aeaenun, 11% - myraumsmu criaavicusara u 5,0% -
OeccMBICA€HHBIMI MYTallMsIMM, BCTaBKaMI U MOAYa-
myumu Mytanuamu. Myranum rena AT aemoHcTpu-
PYIOT 3HauuMTeAbHble STHUYECKME U perroHalbHble
pasanams [6]-
(EC1.14.16.1),

TpebyeT TeTparnapobmonrtepnura (BH4) B xagectse

DeHnAalaHNMHIUAPOKCIAA3a
IIe4eHOUYHBII (epMeHT, KOTOPHIi
KaTaAUTIIECKOro KodpepMeHTa, OTBeJaeT 3a IIpeBpa-
menne @A B L-tuposus [1]. dedpunnur PAI mpuso-
AUT K MOBBIIIIEHNIO YPOBH: (PeHnlalaHNHA B KPOBI,
KIAKOCTSX OpraHmsMa M HepBHOI cucreme [1].
OgHyM 13 Hanbo1ee Ba>KHBIX KAMHIUIECKUX CIMIITO-
MOB Jdedpunmra QAL sABASEeTCS yMCTBEHHas OTCTa-
a0cth [1]. ApyruMu pacnpocTpaHeHHBIMY CUMIITO-
MaMM SBASIOTCA HEIPOU3BOAbHBIE U PUTMUIHBIE
ABIVKEHIS, CyAOpOTM, MUKpoledaaust M KOXKHEIe
3aboaeBaHMs, TakKue KakK 9K3eMa, HUTMEeHTaIlus
KOXM M HePUATHBIN 3amax Teaa [1].

MccaeaoBanmst TpexMepHON CTPYKTYpHL ep-
MeHTa PAI 1OKa3bpIBaIOT, UYTO OH COAEP>KUT YeThIpe
MoHoMepa. Kaxx b1t MOHOMEDP UMeET TPU CTPYKTYP-
HBIX JOMeHa, BKAIOYasl PeryAsATOPHBII AOMEeH Ha
aMIHOKOHIIe (aMUHOKMCAOTH 1-142), kataantuaec-
K1t AoMeH (aMMHOKMcA0TH 143-410) 1 gomMeH TeTpa-
Mepusanuy Ha KapOOKCMABHOM KOHIIe (aMMHOKIC-
A0Tel 452-411) (4). Ten AT cogepxut 12 MHTPOHOB
n 13 »x3oHOB, Koampyomux 2,5 k6 MPHK [7].
Hamnbo.2ee nmpoTssKeHHBIMI DK30HaMU M MTHTPOHAMU
SIBAAIOTCST ®K30H 13 1 mHTpOH 2, ¢ 892 n 17874 mn.h.
cooTBeTcTBeHHO [7]. Ao HacTosIIIero BpeMeH! B reHe

QAT 651210 ngenTuduumposano 6oaee 520 MyTanni
[7]. B gonoanenme k myrtanusaM, reH OAI mmeer
MHO>KeCTBO MOAMMOP(PU3IMOB, UCIOAB3YEMBIX HPU
nAeHTUPUKAIINY HOCUTeAell U IIpeHaTaAbHON AMar-
HocTuKe [7]. OgHUM M3 YacTBIX UCXOAOB MyTalluN
rena ®ATI sBasiercst OKY.

ITo omenxam A. Hillert et al. [8], Bo Bcem Mmpe
DKV crpagaer 0,45 MuaamnoHa 4ea0BeK, C T100aab-
HOM pacnpocTpaHeHHOCThIO 1:23 930 >xmMBOpPOXK-
[Uraams]-1:125 000
[AAmonmsa]. CpaBHeHMe reHOTMIIOB U MeTaboamdec-

AeHuit (amanaszon 1:4 500

kux ¢genoturios 16 092 mannentos ¢ PKY BuIABIAO
pasanans B TsoKecTy 3aboaesanus B 51 crpane u3 17
PeroHOB MIpa, IIPU STOM I100aAbpHOe pacipesee-
H1te GeHOTUIIOB COCTaBNAO 62 % Kaaccudaeckoit PKY,
22% aerxoit ®KY u 16% aerkoit runepdenmniasia-
HyHemuu (I'CA). B Eppomne cymiecTsyeT rpadueHT B
pacripejeieHnu reHoTuma u ¢peHOTuIa, OT KAacCu-
geckoit PKY na BocToke A0 aerkoit popmsr PKY Ha
I0To-3am1aje U AeTKO runepdeHnialaHMHeMNN Ha
1ore. AccoriunposanHsiii ¢ ¢.1241A>G (p.Tyr414Cys)
TeHOTUII MOXXHO 1pocaeauts oT CepepHOil 40
3anagnoi Esponsl, ot HIsennn yepes Hopseruio 40
Aanvm u Hupepaangos. Yacrora Kaaccuueckoro
OKY yseanmumsaerca ot Espommr (56%) udepes
Bbavoxumii Boctok (71%) Ao Asctpaanm (80%). M3 758
BapuantoB I'QA c.1222C>T (p.Argd08Trp) (22,2%),
c.1066-11G>A (IVS10-11G>A) (64%) n c.782G>A
(p-Arg261GIn) (5,5%) Opam HambBoaee pacmpo-
CTpaHEHHBIMU ¥ OTBETCTBEHHBIMM 3a ABa pPacIIpo-
cTpaHeHHbIX reHotumna: p.[Arg408Trp]; [Arg408Trp]
(11,4%) n c.[1066-11G>A]; [1066-11G>A] (2,6%).
BoapmmHcTBO TeHOTUIOB (73%) OBLAM COCTaBHBIMU
reTepo3uroramMu, 27% ObLAV TOMO3UTOTHEIMY, a 55%
13 3659 pa3ANIHBIX TEHOTUIIOB BCTPEYAANCh TOABKO
y ogHoro mHausuayyma. Bapuantser @Al onenusa-
AVCh C UCIIOAB30BaHIEM 3HaUYeHM:sI alAleAbHOTO ¢e-
HOTHIIA ¥l KOPPeAMpOBaAu ¢ KOHIleHTpanusaMu PA B
KpoBHu A0 AedeHns (n = 6115) u pesyapratamMu Harpy-
304HOTO TecTa Ha TeTparuapooduonrepus (n = 4381),
9TO II03BOAsIET IIPOTHO3MPOBATh Kak (PeHOTUII Ha
ocHoBe reHoTHma (88%), TaKk M UyBCTBUTEABHOCTD K
TeTparuapobuontepuny (83%) [8]. Viccaeaosanme A.
Hillert et al. [8] moka3siBaeT, uTo G0abIINE OA3bI AQH-
HBIX TEHOTUIIOB IO3BOASIIOT TOYHO ITPOTHO3MPOBATh
¢eHOTHII, TO3BOASIA MPaBUABHO HalleAMBaTh Tepa-
MO AAsI ONTUMM3AIUY KAMHUIECKIX Pe3yAbTaTOB.

Coobmaercs, uro p.Arg234Gln cocrasaser 23%
Bcex BapmaHTtoB B Kurae. Tpu 40moAHMTEABHEIX
BapuanTta p.Arg243Gln, c.611A>G u p.Arg241Cys
(AF> 5%) Taxxe ObLAM pacipocTpaHeHsl B Kopee u
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TariBane, 4TO yKa3bIBaeT Ha OOITHOCTbL MUTPaLVIOH-
HBIX IlepeMeIlleHNI U HBOAIOINN CpeA DTUX HaIllo-
HaabHOCTel. PacripocrpanenHsle BapuaHTel OKY B
Espomnie, na bamxnem Bocroke, B AaTtuHckoit Ame-
puke u CHIA 6b1aM peAKOCTBIO B a3MaTCKOM Hace-
Aenun [8].

UccaepoBanus, nmposeseHHble B XadMa3CKOM pa-
itoHe AsepbOaiigkaHckoii Pecrry6amku, onpeaeanan
reHetndeckne popmor PKY: B 4,3% cayyaes BBIAB-
A52ach y TOMO3UTIOT, B 6,45% y reteposurot. Yacrora
MyTaHTHOIO I'eHa BapbupoBada B npegeaax 0,1129-
0,930 [9].

Yetnipe ns kaxxapix 100 gyeaosek B Typriyu ABAsI-
10TCA rerepo3uroTHeiMu Hocuteasmu @KV [10]. F.N.
Ozturk and T. Akin Duman [11] onpeaeanan gac-
TOTy BapuaHTOB TeHa PAI B Typelikoii oy AsIuu C
OKY. V 433 naumenros ¢ PKY ren AT 6n1a mccae-
AOBaH MeTOAOM CEeKBEHNPOBaHUs CAeAYIOIIero IIo-
IVS10-11G>A,  p.R261Q,
p-A300S, p.A403V u p.T380, KoTOpHhIe ABAAIOTCA HaU-

KoaeHus. Bapuante
0ojee pacIIpOCTpaHEHHBIMM BapUaHTaMM B DTOM
uccaeaoBanny, cocrasuan 45,9%. berao naenrudu-
IMpPOBaHO AeBsITh HOBBIX BapuaHTOB P.A34V,
K73Qfs*4, R157H, R261S, p.T2661, p.S310P, T328A,
p-F3511 u K363N. D10 mccaejosaHue onpejeaser
Hanboaee pacripocTpaHeHHbIe BapuaHTel AL B Typ-
oy u rnokxaspiBaeT, yTo PKY MOXHO BBISIBUTH A0
Opaka ¢ IOMOIIIBIO HAOOPOB A4S CKPUHIHTA.

B Aartsuu Haba104a€TCsI OTHOCUTEABHO OAHOPOA-
HBIVI IIyA aAAe/el, BBI3bIBAIOILIVIX 3a0o0aeBaHMe, C
BBICOKOJ  pacCIIpOCTPaHEHHOCTBIO  KAAaCCHMYECKOM
TsKea01 popmer PKY [12].

X. Wang et al. [13] auarsoctuposaan 181 ma-
nmuenta ¢ I'QA or 1 a0 957 HOBOPOXXAEHHBIX, 4TO
BBIpa’kaeT 3a0oaeBaeMocTs 1:6873. Hanboaee gacTsr-
mu myTtauysmu AT 6pranm ¢.728 C> A/ p.Arg243GIn
(13,83 %), c.158G > A/ p.Arg53His (9,57 %), c.611 A >
G/ p.Tyr204Cys (7,44 %)., n c.721 C > T/p.Arg241Cys
(6,38 %).

PesyapraTsl nccaegosanns E. Hosseini et al. [14]
IOATBEpP>KAalOT rereporeHHocTs reHa PAI' u moryr
IIOMOYb B AVIaTHOCTVIKE TECTOB AAS BBISIBAEHUS HOCH-
Teaell U mpeHaTaAbHOM AnarHoctuku OKY y naceae-
Hus Mpana.

MoekyaspHOe MOATBEp>KAEHNE CTal0 Ba>KHBIM
B AuarHoctmdeckoM aaroputme I'PA, MHOCKOABKY
AOCTYIIHBI Ha/e>KHBIe METOABI, TaKle KaK CeKBeHU-
posanue 1o CoHrepy 1, B IIocAeHee BpeMsl, MeTOA
CeKBeHMPOBaHMs caeAylolero rnokoaenus. OgHako
STU CTpaTeruy UMeIOT Psij HeJO0CTaTKOB, TaKMX Kak
AAUTEABHOE BpeMs TOAydeHUs pe3yAbTaToB U

HeOOXOAMMOCTb MHTepIIpeTaluy OOHapy>KeHHBIX
HOBBIX BO3MOXKHBIX BapMaHTOB HeoIlpejeAeHHOM
sHaunmoctu. I'To sTum npmunnaam M. Tolve et al. [15]
paspaboTaan MeTOJ aHaAM3a psiAa U3BECTHBIX MyTa-
UM, aHAAOTMYHEII TeCTy Ha MyTalluM IIePBOIO
YPOBH:I, KOTOPBII UCIIOAB3YeTCS B AVMIaTHOCTIYECKIX
LeAsX U AAs CKpMHMHTa MYKOBUCIIMAO3a Ha HOCHU-
TeABCTBO. ABTOPHI TaK’Ke MPUMEHSIAU STOT TeCT B
KauecTBe BTOPOTO YPOBHSI HEOHATa/AbHOTO CKpU-
HyHra Ha I'PA ¢ mcnoab3oBaHMEM BBICYIIEHHBIX
maTeH Kposu. Takum o6pasoM, MOXKHO IOAYIUTH
TeHOTUII IIpMMepHO uepe3 48 wyacos. ABropamu
Obp1aM 0TOOpaHsI 18 MyTalmit ¢ MpeACTaBA€HHOCTBHIO
aazaeaent 6oaee 1%, uro cocraBasieT 75% oT oOIIeNn
9acTOTBI MyTaIIUI B UTAAbSIHCKON IOIMYAALINMN, HO C
BBICOKOI 4acCTOTOI OOHapy>KeHusd B APYTUX €BpO-
nerickux nonyasuusax: 70% B 1ooxHON I'epmanny,
68% B 3amagHon I'epmanun, 76% B danuu u 68% B
Isenun. ObHapy>xensl 48% aaaeaeit 8 Pymbranmy,
63% B Iloabme ToABKO C OAHOI MyTalMell Halleir
na"ean (p.Arg408Trp); B Boarapum ase Myrannm
(c.1066-11G>A, p.Argd08Trp) 60%
JacToTel OOHapy>keHms1 [15]. Vcmoassyss Metoa

AOCTUTAIOT

MMHJCEKBEHNPOBaHI, aBTOPBHl ONTMMMU3NPOBAAU
oOHapy>keHMe 24 30HAOB (OCHOBHas I1aHeAb I1AI0C
IaHeAb yIpaBA€HVs) IIpejJOKeHHOTO TecTa B
9eThIpexX MyABTUIIAEKCHBIX TIOAMMEPAa3HBIX IIeITHBIX
peaknuax (ITHP), sa KoTOpbIMU CAeAyIOT 4YeTbIpe
peakuun OAHOHYKAEOTUAHOTO YAAMHEHNS U YeThIpe
paekTpodeporpaMmbl.  Metog 100%
gyBcTBUTeAbHOCTs U 100% crenmpuyaHoCTs U yC-

IIO0Ka3aAa

TeITHO IPOTeCTHPOBaH Ha 3acOXIINX IIITHaX KPOBI,
9TO [T03B0AMAO IIPUMEHUTD €r0 B KauecTBe DKCIIpecc-
TecTa AAsl IIOATBEP>KAEHUs paHHeIo reHOTUIINPOBa-
HI T10CA€ TTOA0XKUTEABHOTO HEOHAaTaABHOTO CKpU-
HIHTa. DTOT aHaAW3 reHOTUIIa OKa3aAcs OBICTPBIM I
HeJAOpOIMM, U OH CIIOCOOeH oXapaKTepu3oBaTh 0Da
aaaeas 6oaee uem y 50% cyopexros c PKV. Ilpeaaa-
raeMblll MeTOJ, WHTETpUPYeT AUMarHOCTUIECKUII
aAroputM, pekomeHAosaHHbIN F.J. van Spronsen et
al. [1], 1 KOTOPBIM ITOAB3yeTCsI CKPMHUHIOBBIN IIEHTP
aBTOPOB. YUMTEHIBas XOpolllee KayecTBO TecTa, ero
IIPUMEHIAN B KayecTse TecTa /lMHAa BTOPOIO YPOBHA
PV CKPUHIHIE HOBOPOKAEHHBIX M CKPUMHUHIOBBIX
TecTax Ha HOCUTeABCTBO. B 9T011 cBA3M, OBLAO yCITen-
HO TeHOTUNMPOBaHO 40 HOBOPOKAEHHBIX C IIOAOXKMN-
TeABHBIM pe3yAbTaTOM HEOHaTaAbHOIO CKPMHMHIA.
[IpeumyIectBa IpUMEHEHMsI DTOTO TecTa AAs
CKPUHIHTa HOBOPOJKAEHHBIX CBA3aHBI C TOYHOCTBIO,
ObIcTpOTOlT (ABa paboumx AHA) UM HU3KON CTOU-
MOCTBIO 10 CPaBHEHUIO C CeKBeHMpOBaHMEM IeHOB.
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ITocae BaamAanuu TecTa 4eThIpe Maphl, B KOTOPBIX
OAVH U3 HapTHepoB Obla cyObekToM ¢ PKY, Opran
TeHOTUIIMPOBAHBI 10 3alIPOCy MEeAVIIMHCKOTO TeHe-
TKa. CKpUHMHI IapTHEPOB Ha HamuboJee 4JacTyio
MyTalMIO IIO3BOAseT Iape CHMU3UTh PerpOAyKTUB-
HBIVI PUCK ¥ OOPaTUTBCS 3a COOTBETCTBYIOIIET] TeHe-
TIYECKOI KOHCyAbTanmell. Il puMennTeasHo K ckpu-
HMHIY Ha HOCUTEAbCTBO OTPUIJAaTEABHBIN pe3yAbTaT
BTOTO CKPMHUHTa «II€pBOTO YPOBHA» CHIUKaeT PUCK
HOCHUTeAbCTBa B IATh pas, ¢ 1:50 g0 1:250 [15].

B Hacros11ee BpeMs1 rocyapcTBeHHBIE IIpOTpaM-
MBI HEOHATaAbHOTO CKPMHMHTA MCIIBITHIBAIOT JaBAe-
HIte, TpeOyIoIiee pacCMOTPEHIS: TOTO, KaK MHTETPU-
pOBaTh TEHOMHBIN CKPUHUHT B MTONYASAIIUIO Y HOBO-
POXAEHHBIX. B ®TOM KOHTeKCTe, a TakKe Haps4y C
TEKYIINM COCTOSAHMEM OOIIeCTBEHHOIO 34paBOOX-
paHeHMst M UMHQPPaCTPYKTypHl 3ApaBOOXpaHEHNs,
MO>KHO BBIA€ANTH HECKOABKO ITp0o0aeM.

PaszBuBarommecss MOAeKyAspHBIE TEXHOAOTUN,
TaKJe KaK CeKBeHIpOBaHMe C AAUTeABHBIM CUUTEIBA-
HIEM, 3allOAHSIOT pobeabl B I10CAeA0BaTeAbHOCTH
reHOMa 4e/10BeKa, KOTOpBIe COCTABASIOT IPUMEpPHO
15% reroma B ‘004ee TOAHON I10CA€40BATEABHOCTI
reHoMa B 2004 roay [16]. berao obHapy>xeHO HGoaee
100 renos n emre MMAAMOHBI BapuaHTOB. ITo cocrosi-
Huio Ha 2021 roa Bo BTOpUYHBIX pe3yabTaTax AMepu-
KaHCKOTO  KOAJAeAXKa MEeAUIIMHCKOM  TIeHeTUKU
(ACMG- American College of Medical Genetics)
HacuutbiBaeTcsi 73 reHa V3.1 CIIMCOK TEHOMHBIX
MHUIIIEHel, IOAJAeXaIlUX MeAULIHCKOMY BO3-
AeyicTBUIO, HamboJee CBA3AHHBIX C IIpeApacrolo-
>KeHHOCTBIO K PaKy U cepAedHO-COCYy AVICTEIM 3aboe-
BaHISIM, HO CIIMCOK BKAIOYaeT IeHbl HeOHaTaAbHOTO
CKpMHHIHIA, A4Sl KOTOPBIX XOPOIIO  OIMCAHEI
AeVICTBeHHbIe I0BEeHUAbHBIE AU B3pOCAble POPMEI C
mo3aHuM HavaaoM [17,18].

ITaargpopmer

CITOCOOHBIE O6Hapy)KI/IBaTb MHO>KeCTBO aHaAM3npye-

MO/AEKYASIPHOTO TeCTUPOBaHN,
MBIX BeIIleCTB, TaKle KaK ITaHeAV TeHOB/BapMaHTOB U
CeKBEHIpOBaHIe CAeAyIOIero ITOKOJAeHUs HeOHa-
TaZbBHOTO CKPMHNHIA, B HacCTOsIIlee BpeMs IIUPOKO
UCIIOAB3YIOTCS BO 2-M YPOBHE aATOPUTMOB TeCTUPO-
BaHISI HEOHATAaAbHOTO CKPVMHIHTIA U II0CAeAYIOIIEeTo
AuarHoctudeckoro Hab6aogeHns. CexBeHMpoOBaHIE
reHOMa HOBOPOXXAEHHOTO MOIA0 OBl IpeAOCTaBUTh
0oapire MHPOPMAIINI O COCTOSIHUM 3A0POBBS, YeM
TeKylIllasl Ipynia TecToB. [IoTeHI[1aabHO OH MOXKeT
OBITH JICIIOAB30BaH AJAs OKa3aHMA MeAUITMHCKOIN
IIOMOIIIM Ha IPOTSDKEHUM BCEeMl KM3HU 4eaOBeKa,
IIpeAOCTaBAsIsd PaHHIOK MHPOPMAIUIO KakK O I0A4-
AQIOIIVIXCST A€YeHNIO AeTCKUX 3a001€BaHMsAX, TaK U O

COCTOSTHIAX, BOZHMKAIOIIVIX BO B3POCAOM BO3pacTe
[19]. Oanako TeHOMHBINI CKPMHUHI HaxoAUTCA Ha
paHHell CTaAMy CBOETO Pa3BUTILS, CO MHOTVMMIU M3 TeX
’Ke Ipo04eM C peAKUMU 3a001eBaHMSIMY, YTO U B
HeoHaTaAbHOM CKpuHUHTe. Kpome TOro, oH 1cIioas-
3yeTcsl B Te4eHMe BCeil SKM3HM 4JeloBeKa. VImerorcs
OTpaHNMYEHHBIE JAaHHBIE O CAy4YasX, OOBEKTMBHO
BBIABAEHHBIX B OOIIeil ITOMyASIIMM, ¥ O IIMPOKOM
CIIeKTpe COCTOSIHMI, TOAAAIOIINXCS MeAULITHCKOMY
€9eHNIO, AAsl KOTOPHIX OIleHKa pMCKa BO3MOXKHa
IIoCA€e YCTaHOBAEHUSA XapaKTepUCTUK dPPeKTns-
HOCTY CKPMHMHIOBOIO TecTa. Bricokue moaoxurean-
Hble IIPOTHOCTMYECKMEe 3HaueHus OyAyT HeoOXo-
AVIMBI 2451 MMHMMM3AIINY BRICOKMX 3aTpar Ha Aa0o-
paTopHOe 1 KAMHM4Yeckoe Habaogenne. Ha apyrom
KOHIIe CIIeKTpa HaxOAsTCs YacTHBIE BapMaHTHI, Hac-
TO/ABKO peAKIe, YTO MCKAIOYAIOT CpaBHeHIe C APYIn-
MM CAydasMU, HO A5 KOTOPBIX Tepamnus, alarnTupo-
BaHHas K JaHHOMY BapMaHTy, CTaHOBMUTCS peab-
HOCTBIO. Ecam MBI XOTHMM BOCIIOAB30BaThCsl OTKPHI-
BAIOIIVIMIICS BO3MOJKHOCTAMM AASA BBIABAEHUA U
AeyeHNUs PeaKUX M OYeHb PejKMX TeHeTHYecKMX
3a00aeBaHNIl, IOAAQAIOIIUXC MeAMKaMeHTO3HOMY
A€4eHNIO, AAsS KOTOPBLIX TeHeTHdecKye BapMaHTHI
MOTYT OBITh € AMHCTBEHHBIMU AOCTYIIHBIMU OMoMap-
KepaMm IIOTpeOyeTcsa paHHee CeKBeHUpOBaHMe
resoma. Ilo Mepe HaxoIAeHUsA JaHHBIX O KAMHIIeC-
KOJ 3HAYMMOCTM peAKMX BapMaHTOB, KOTOPHIM He
XBaTaeT CHenu(UUHOCT! B OTHOIIEHUMU TSIKECTH
COIYTCTBYIOIIEro 3a004eBaHIs U BO3pacTa Hadaa,
MO>KeT OBITh IIOKa3aHO, YTO HEKOTOpble BapMaHTHI
IIpeJpacriolarailoT K IIO34Hell uAM ocaabAeHHO
Jopme 3aboaeBaHMsI, KOTOpasi, BOSMOXKHO, He Obl1a
11eApI0 HEeOHATa/AbHOTO CKPMHIHTIA, eCAM He IIoAJa-
eTcs Ae4eHUIO B paHHeM Bospacre. OIBIT ITOKa3ad,
9TO y HEKOTOPHIX MAaI[MeHTOB C MO3JHUM HayaloM
6oae3nn IloMne cuMnToMsl, Tpebylomue AedeHns,
pa3BMBaIOTCs B A€TCKOM Bo3pacTe. UToOBI cOXpaHUTB
¢Jokyc HeoHATaABPHOTO CKPMHMHIA Ha BBHISABAEHUN
HOBOPO>XXAEHHBIX C COCTOSHIVIIMY, ITOAAQIOIIUMIICS
AeYeHNIO B paHHeM Bo3pacTe, AMOO yaAydIlleHHEIe
(yHKIIMOHAABHEIE JCCAeAOBaHNs, KOTOpPHIe IIPOsIC-
HAIOT ITaTOTeHHYIO MPUPOJY BapuaHTa, A1nb0 604b-
IIIVIe MacCMBBEI AAaHHBIX, KOTOpPBIE OTBeYalOT Ha DTOT
BOIIPOC, AOAKHBI ITO3BOAUTH ajaIlTMpPOBaTh aAro-
PUTMBI cKpuHMHTa. TeMm He MeHee, KAIOUeBBIM ITOKa-
3aTedeM HPUTOAHOCTY COCTOSHMS AASl CKPMHMHTA
HOBOPOXXAEHHBIX SBASETCA Pe3yAbTaT ITOATPYIIIIEI
ITOAOKUTEABHBIX II0 pe3yAbTaTaM CKPUHHIHIA CAY-
JyaeB, IPOJEYEHHBIX B XOJe KAMHUYECKUX NCIIBI-
TaHII, 4TO MPUBEAO K YAYYIIIeHUIO pe3yabTaToB. I1o
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Mepe pa3BUTIA CKPMHIMHIA TeHOMa HEKOTOpLIe TeHbI/
BapUaHTBI/COCTOSHIL, BEPOSITHO, OYAYT COOTBETCTBO-
BaTh TPeOOBaHMAM A5 HEOHATaAbHOTO CKPMHIHTA.

B Hacrosi1ee BpeMs CyITieCTByeT YeThIpe YaCTHBIX
npeaupuatist (I'emom Awnramsa, SEMA4, Perkin
Elmer n Fulgent) c TecraMn HeoHaTaABHOTO CKpU-
HUHTa gene panel Ha pEIHKe, HO BHE IIpOrpaMM
HEOHATaABHOTO CKpuHMHIA. OAHAaKO CYIIIeCTByeT
3HauMTeAbHasl Bap1abeAbHOCTh B UIX TEHOMHBIX M-
IIIEeHsIX, YTO TOBOPUT O HEOOXOAMMOCTY OTPacAeBbIX
crangapros [20]. Genomics England B Hacrosiee
BpeMsl MAaHUpPYyeT BOCIIOAb30BaThCA AAHHBIMIU Ha-
LIMOHA/ABHOTO 3ApaBoOXpaHeHUs! BeamkoOpuraHnm
AAs IPOBeAeHNs MIMAOTHOTO VCCAeJ0BaHNUs VICIIOAb-
30BaHMS MeTOAa CeKBEHMPOBaHM: IeHOMa CAeAyIO-
mjero nokoaenns Ha 200 000 HoBopokAeHHBIX [21].

TpyaHO cpaBHMBATH AI0A€l C peiKUMU T'eHeTu-
JecKMMU 3a001eBaHMsIMIY, TTOCKOABKY OHM pa3Au-
9JalOTCsA I10 YacTOTe, TSXKEeCTH, BO3pacTy Hadada, pac-
IIPOCTPaHEHHOCTH, pPeaklny Ha AedeHle U pUCKaM
ero nposeAeHns1. VI3MeHUMBBIN CIIEKTP IPOSIBACHIUS
3a001€eBaHMsI OCTaBMA HESCHBIMY KOHEUHBIE TOYKI,
KOTOpBIE OIIpeAeAsIIOT, KOTAa M3BeCTHO 40CTaTOYHO O
CKpMHIHTe Ha HaAn4dme 3a0o/eBaHNA-KaHAMAATa,
9TOOB OPUIINMAABHO OLIEHUTH €ro 3(PPEeKTUBHOCTD
Jepe3 HalllOHaAbHBIE OpTaHbl, Takue Kak KoHcyab-
TaTVBHBIM KOMMITET IO HacAeACTBEHHBIM 3a0oJeBa-
HISIM HOBOPOXKAeHHBIX 1 AeTert CHIA, 4451 BO3MOX-
HOTO BKAIOUeHIs B TaHeAb cKpuHMHra. Kpome Toro,
IIpUpOJa AbrOT, KOTOpBIE OIIpaBABIBAIOT HEOHATAAb-
HBIJI CKPMHIHT IIPY TOM MAYM MHOM 3a004€BaHN!U, U
KOMY OHHU JOAXHBI HA4YMCAATHCS, OCHapMUBAIOTCA,
IIOCKO/ABKY Hac/leJOBaHNe TeHeTIecKoro 3aboaeBa-
HIA 3aTparuBaeT He TOABKO MAaA€HIIa, HO U €0 HyK-
JAeapHyIO U pPacIIMpeHHYI0 ceMblo. l'eHeTmdyeckmii
CKPUHMHT MOXeT OBITh Ile1ecOoOOpasHBIM, Ja’ke
KOTJa IpsMOe MeAUIIHCKOe AedeHle HelOCTYITHO,
€CAM eCTh 10Ab3a 4451 pebeHKa Oaaroapsi BeA€HUIO
U IIOAAEPIKKE CeMbU, A4S IPUHATHS ITOCAeAYIOITUX
PeNpOAYKTUBHBIX peIleHniti u A4s MHpOpMUpOBa-
Hus1 obmiectsa o cocrosaaun. IlepsonavassHo Kos-
CyABTATUBHBIN KOMUTET IO HacAeACTBEHHBIM 3a00-
/A€eBaHNAM HOBOPO>KJAEHHBIX U AeTell OXBaTUA I10CO-
0151 4451 CeMBU B paMKaX KpUTepMeB BEIABUKEHUS I
paccmotpenns, Ho ¢ 2012 roga mocobue AAs1 ceMb
OBL10 CHATO ¢ paccMoTperus [19].

M.S. Watson et al. [19], pekoMeHAYIOT IepecMoT-
PpeTh KpUTepun 4451 BKAIOYEHNs COCTOSIHII Y HOBO-
PO>XAEHHBIX CAeAYIOIIM 00pa3oM:

1. Ilepeonnpegeants niepBUYHbIE IJeAV CKPMHMUHTA
Kak (popMHI 3a001eBaHNsI, KOTOPHIE Ae4aTcsa B XOJe

MIAOTHOTO MCCAeAOBaHILI, M, TAKMM 0OpasoM, Ipo-
MHPOPMMPOBATh O I€pPBOHAYaABHOM OIlpeAeAeHUN
KAVIHIYECKOI OOOCHOBAHHOCTY BKAIOYEHIISI KOHKPeT-
HOTO COCTOSIHMSI B uccAeAoBaHMe PexomeHayemort
yauunuposaHHol nanean ckpuuuara (CIIA).

2. IlepeorieHuTs IpenMyIecTBa, KOTOPLIE OII-
paBABIBAIOT HEOHATaABHBINI CKPMHMHI, M PacCcMOT-
PeTb Apyrue IIOTEHIIaAbHbIE IIPEUMYIIIECTBA, B TOM
qyicle BOIIPOC O TOM, SIBASETCSI AV BbISIBAEHME CTa-
Tyca TeHeTMYeCKOTO HOCUTeAs] pa3yMHOI I1eAbI0 Heo-
HaTaABHOTO CKPVHIIHTA.

HeoHaTaAbHBI CKPVHUHT YHUKaA€H KaK OAVH U3
OueHb HEMHOIMX CAy4aeB B >KU3HMU, KOI4a eCTh A0C-
TYII KO BCceMy HaceaeHHUIO. Jpyrue 6AaronpusTHbie
IIepIOABl AASl TIPOBEAEHMs] AETCKOTO CKpMHIHTA
BKAIOYAIOT BO3PacT, B KOTOPOM M/aJjeHell I10AyJdaeT
0OABIITYIO YacTh HMPUBUBOK, AMOO B MAaAeHUECTBe,
AnOO Tepes, MOCTYIIA€HKEM B IIIKOAY, AUOO B MOJ-
POCTKOBOM BO3pacrTe.

CocrostHms, Tpedylole o4eHb OBICTPOTO I10AY-
JeHIIs pe3yAbTaTOB I Hadala Ae9eHUA AAs 340POBbs
MJaJjeHIla, IIOAHUMAIOT BOIIPOC O TOM, CA€AYeT AU
BBIABASTh CAydau 3a0OA€BaHMS U BMEIIMBATHCSA B
paMKaX IporpaMM OOIIeCTBEHHOIO 3ApaBOOXpaHe-
HII MAM BKAIOYATh MX B pacTylllee 4YICAO HeOHa-
TaABHBIX UAY IIeANaTPUIECKIX MEAVILIVHCKIX YCAYT,
IIpejJaraeMbIX B KauecTse CTaHAapTa yxoAa 3a Maa-
AeHITaMU, AETSIM UAY IIOAPOCTKaM.

A5 pacCcTpONICTB, KOTOpBIE MOIYT He TpeOOBaTh
Z€9eHNsI A0 TeX IIOP, ITOKa OHU He BBINAYT AaA€KO 3a
IpejeAbl IIOAPOCTKOBOIO IIepUOAd, AOCTYIIHOCTb
DAEKTPOHHBIX MEAUIIMHCKUX KapT OyAeT AOKyMeH-
TUPOBaTh IOTPEeOHOCTM IIAIVIEHTa, KOTOPblE MOTIYT
OBITL yAOBAETBOPEHBI B OyayIlleM TOCyJapCTBeH-
HBIMU U / UAY YaCTHBIMU IIOCTABIIMIKAaMU MeAUIIMHC-
K1x ycayr. Kpome Toro, 11o Mepe yAy4JIrieHns 3HaHUII
O MOJAEKYASIPHON DTHOAOTUM 3ab0AeBaHUs POAb
MeTOJa CeKBeHIPOBAHI rTeHOMa CAeAYIOIIeTO ITOKO-
A€HNs Ha IPOTSKEHMM BCel KM3HMU, B TOM 4ucae
PV HEeOHaTaAbHOM CKPUHUHTIE, OyJeT BO3pacTarsb.
Apyrue paccTpoiicTsa MOTYT He TpeOOBaTh AeUeHILs
AO TeX IIOp, ITI0Ka OHU He BBIIAYT 4a1€KO 3a IIpeebl
ITOAPOCTKOBOTIO IIePI0Aa, YTO deAaeT HaAudue DAeK-
TPOHHOI MEAVLIVHCKOM KapThl pPeIaoIyuM AAs
AOKYMEHTHPOBaHNA OyAyIIUX HOTpeOHOCTeN Halu-
€HTa, KOTOpPBIE MOIYT OBITh YAOBAETBOPEHBI IOCY-
AAPCTBEHHBIMU U / MAU YaCTHBIMMU IIOCTaBIIVIKAMMU
MeAUIMHCKNX ycayT. [ToctaBmkm meAnaTpuaeckoit
IIOMOIIIY OOBIYHO OOsI13aHbI COOOIIIATH O 3aBePIIeHNN
MMMyHM3anuu B I'ocysapcrBeHHble peecTphl, KOTO-
pBle II03BOASIOT CBSI3aTh PEECTPHI ¢ Da3aMU AaHHBIX
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npoBepkn. Takke MOKHO OBIAO OBI pacCMOTpPETDH
BO3MOXXHOCTb BKAIOUEHUs MeTOA0B (PU3MOAOTH-
9YecKOTOo CKPMHMHIA MAM MHCTPYMEHTOB CKPMHIHTIa
Ha MecTe OKa3aHIs MeAUITMHCKO IIOMOII, MCITOAb-
3yeMBIX B TaKMUX KAMHMYECKMX ycaoBmsaX. OJHaKo
BCeOOINII OXBaT MOXKET OBITh COKpallleH, M He Bce
HOBOPO>KAEHHBIE MOIYT OBITL OOHapy>KeHBHI.

B xoneuHOM cueTe, cTaaus >KM3HM, Ha KOTOPOII
CKPUHMHT MO>KeT OBITh IjeaecooOpasHBIM, OyJAeT
3aBMCeTh OT KOHCEHCyCa OTHOCUTEABHO TOTO, KOTJa
cleAyeT HadMHaATh JedeHMe, YTOOBI MaKCUMMU3U-
poBaTh 10AB3Y AAs mocTpagasmmux. [lostomy M.S.
Watson et al. [19] pekomeHAyIOT OpraHaMm, IpUHU-
MaloIye peleHns caelyolee:

1. PaboTats ¢ neguaTpuyecKuMu I1OCTaBIIMKaMU
MEeAUITMHCKUX YCAYT AAsl KOOPAMHALIMM I10AX04a K
CKPMHUHIY Ha IPOTSKEHMM BCeil >KM3HMU, OIlpe-
AeAsis TOUYKM IlepecedeHNs] MeXXAYy pa3AMdHBIMU
IporpaMMaMi CKpMHMHTa 340POBbs AeTell.

2. PaBorath ¢ MEAUIIMHCKMMI ¥ OOIIIeCTBEHHBIMI
OopraHu3alAMU 3APaBOOXPaHeHNs], CIlelaAu3upo-
BaHHBIMI OOIIIeCTBaMI, CEMbAMMU U peecTpaMi DAeK-
TPOHHBIX MEAUIIMHCKUX KapT A4s1 padpadotku MT-
VMHCTPYMEHTOB, KOTOpPBIe OOIIeCTBEHHOe 3JpaBOOX-
paHeHUe U ITOCTaBIIVKM MeAMITUMHCKUX YCAYT MOTYT
MCTIOAB30BaTh AAsl OTCAXKMBaHMA (PYHKIIMOHAABHOMN
COBMECTMMOCTM M KOTOpBIE CeMbM MOIYT JWCIIOAb-
30BaTh B KauecTBe IacliopTa «IIpopuas 340POBbsI».

3. OObeagHUTD yCUAUA 11O UCCAEAOBAHUIO A
OCyIIecTBAeHIs CKPMHIHIa TeHOMa Ha IIPOTsKeHU N

XULASO

Fenilketonuriyanin tayini ii¢iin molekulyar
test vo genetik skrininq

K.A. Mustafayeva, Y.Y. Smironova
Elmi-Tadgiqat Mamaliq va Ginekologiya Institutu
Baki, Azarbaycan

Acgar sozlar: fenilketonuriya, maddalar miibadilasinin
anadangalma pozulmasi, yenidogulmus usaqlarin genetik
skriningi, fenilalanin hidroksilaz geni,

fenilalanin, etnik gruplar

Maqalada molekulyar test vo genomik skriningin
shamiyyetindon bohs edilir. Miixtslif etnik qrup-
larda neonatal skrininqg zamani askar edilmis
fenilketonuriyali xastalords fenilalanin hidroksilaz
genini miiayyen edan tadqgiqatlarin naticalari taqdim

BCeil KM3HM, ITOCKOABKY HEOHATaAbHBIVI CKPMHVHT
pa3BMBaEeTCA.

4. PaccMOTpeTh, COOTBETCTBYIOT AU KaKue-A1rdo
YCAOBMA-KaHAUAATBI AAs TEHOMHOIO CKPMHIHTa
KpUTepUsM, YCTaHOBAEHHBIM A4S0 CKPMHMHIA HOBO-
PO>XAEHHBIX.

CaeaoBateabHO, AOCTVKEHUA B obaactm cHbopa
AAQHHBIX C TIOMOIILIO TeHOMHBIX, TPAaHCKPUIITOMHEIX,
IIPOTEOMHBIX U MeTabOAOMHBIX I11aT(POpPM BHICO-
KOTO pa3pelleHNs] CIOCOOCTBOBAAM OTKPBITUIO
OCHOBHBIX (PaKTOPOB, CBSI3aHHBIX C MeTaboaAmdec-
KM HapyIIeHMsAMM, M IIpuBeAM K BMeIlaTelb-
CTBaM, HaIlpaBAeHHBIM Ha YCTpaHeHHe OCHOBHBIX
reHeTMYeCKMX MPUYMH, a TakKe Ha M3MeHeHUe
oOpa3sa >KM3HU U peryAupoBaHye palliiOHa ITMTaHL.

3akaiouenne. lenotun QAI sBAsleTcss OCHOB-
HBIM (akTopoM, ompegeasiomuM ¢erHotun OKY.
Maentuduxanms crekTpa BapuaHTOB reHa AT
Ba>KHa AAs paHHel AMarHOCTUKY, IIOHMMaHUsI Mo/le-
KyZASPHBIX MEXaHM3MOB, KAMHNYECKOIO Haba1oJe-
HILSI, A1€9€HMs] I TeHeTUIECKOTO KOHCYABTMPOBAHUA.
Obnapy>keHHbIe BapMaHThl BaXKHBI 4451 JaAbHeMIIIX
nccaeaoBaHuil. KoppeaslMOHHBI aHaAU3 MeXAY
BBLABAEHHBIMI T€HETUYECKIMY MyTanuaMu 1 peHo-
TUINMYECKUMM  XapaKTepUCTUKaMI II0Ae3€H AAd
reHeTMIEeCKOT0 KOHCYABTMPOBAHMA ¥  ITO3BOAUT
MOAYYMTD Ba’KHbIE JaHHBIe A5 Ka’KA0TO MaIjieHTa ¢
TOYKM 3peHMs KOHKPeTHOM TaKTUKM BeJeHIs.

SUMMARY

Molecular testing and genomic screening
for phenylketonuria

K.A. Mustafayeva, Y.Y. Smirnova
Scientific Research Institute of
Obstetrics and Gynecology

Baku, Azerbaijan

Keywords: newborns, molecular testing,
phenylalanine hydroxylase gene, phenylketonuria,
phenylalanine, ethnic groups

The article discusses the importance of molecular
testing and genomic screening. The results of studies
that identified the phenylalanine hydroxylase gene
in patients with phenylketonuria found during
neonatal screening in various ethnic groups are
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olunur. Qeyd olunur ki, fenilalanin hidroksilaz geni
fenilketonuriyanin fenotipini tayin edon asas amil-
dir. Fenilalanin hidroksilaz gen variantlarinin
spektrinin miiayyon edilmasi erkon diaqnoz, mole-
kulyar mexanizmlorin basa diisiilmasi, klinik miisa-
hids, miialice vo genetik maslahat {i¢iin vacibdir.

ANTEPATYPA

presented. It is noted that the gene phenylalanine
hydroxylase is the main factor determining the phe-
notype of phenylketonuria. Identification of the
spectrum of phenylalanine hydroxylase gene
variants is important for early diagnosis, understan-
ding of molecular mechanisms, clinical follow-up,
treatment, and genetic counseling.
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