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MOJIEKYJIAPHOE TECTUPOBAHUE U TEHOMHBIA CKPUHUHT
OEHUJKETOHYPUUN

MycragaeBa K.A., CmupHnosa E.E.

Hayuno-Hccneoosamenvckuii Hncmumym Axywepemesa u I unexonoeuu M3 Asepbaiiocana

B cratbe 06cy)1c11a10Tcﬂ SHAYECHUE MOJIEKYJIHAPHOI0O TECTUPOBAHUS U T€HOMHOI'0 CKPUHUH-

ra. HpHBO}IﬂTCH pe3yJibTarbl I/ICCJ’IGI[OB&HHﬁ, KOTOPbIE I/I)IGHTH(])I/IIIHPOB&JII/I IreH (l)eHI/I.]'Ia.]Ia-

HUHTHAPOKCWJIA3Y Y NMAIUEHTOB ¢ (eHMIKETOHYPHEeH, Hall/IeHHON NPH HEOHATAJbHOM CKpH-

HUHI'C B PAa3JIJUYHBIX 9 THHYECCKUX I'PyIIIax. OTMe‘{aeTCﬂ, 4YTO I'cH q)eﬂnnanaﬂnﬂrnnpoxcnﬂasa

AIBJIAETCH OCHOBHBIM (hakTOpOM, onpeneasomum GeHorun peHunkeronypun. Unenrupuxa-

U CIIEKTPAa BAPDUAHTOB Ir€eHa (l)eHHJIaJIaHI/IHFI/I}Ip()KCI/IJIaZ}LI BaKHa J1JId paHHeﬁ AUATHOCTUKH,

NMOHUMAaHUAA MOJIEKYJIAPHBIX MEXaHU3MOB, KIIMHUY€CKOT0 Haﬁmouem/m, JICUCHHUS U I'CHETHYC-

CKOI'0 KOHCYJIbTUPOBAaHUA.

Knrwoueswie cnosa: nosopodicoennvle, MOLEKYIAPHOe MeCMUposanue, 2eH (enunaiaHuHeUOPOK-

Cunasa, penurKemoHypus, peHuNIaranun, SMHuYecKue cpynnoi.

Oenunketonypust  (OKY)

Hanbosee pacnpoCTPaHEHHBIM BPOXKIACHHBIM

SABJISACTCA

HapylLIeHHeM MeTa0olu3Ma aMHUHOKHUCIOT C
robanbHON pacmpocTtpaneHHocThio 1:10000
HOBOpOkZIeHHBIX [1]. B Hactodmee Bpems
OKYVY paccmarpuBaeTcss Kak napagurma s
BCEX BPOXKICHHBIX OIMHOOK MeTabonu3ma,
SBJISISICH TIEPBBIM, MOJYUYHUBIIUM 3THOJIOTHYE-
CKO€ 00bsICHEHHUE, IEPBBIM C YCIEIIHBIM JIeye-
HueM (B (hopMe KOHTPOIUPYEMOI TUETHI, BBE-
nenHoit Xopctom bukenem B 1950-x romax),
Y TIEPBBIM, KOTOPBIH ObUT OOHAPYKEH C TTIOMO-
I[bI0 IPOrpaMM CKPHUHHMHTA HOBOPOXKJIEHHBIX
[1]. Takum o6pazom, DKY mo-npexHeMy mmm-
POKO paccMaTpuBaeTcs Kak TpuymMd Haykd U
MEAMIMHBI U KaK BBIJAIOLIMNCS MPUMEpP HUX
OTPOMHOTO MOTEHIMANA MO NMPeoOpPa30BaAHUIO
YKU3HU JIFOZICH C HACJIEICTBEHHBIMU PacCTPOM-
CTBaMH IIyTE€M IPENOTBPALICHUS] UX U3HYPH-
TEJbHBIX KJIMHUYECKUX nociuenctBui. [Ipen-
MOCBUIKOW M PELIAIOUINM 3JIEMEHTOM ycIexa
saBisgeTcs 23QGeKTUBHAS MPOrpaMMa TeHOMHO-
IO CKpUHMHTA HOBOPOXK/ICHHBIX.

I'eneTnyeckwuii ananus sBisercs 3pdek-
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TUBHBIM CPEJICTBOM PAHHEN 3THOJOTHYECKOMN
JIMarHOCTUKH, HA3HAYCHHS JICUCHHSI W TIpe-
HaTaJILHOW JUArHoCcTUKH nanueHToB ¢ OKV.
Vcranosiaeno, uto ®KVY BeI3BIBaeTCsl M3Me-
HEHHEeM TreHa (eHUTaTaHuHTHIPOKCUIA3bI
(DAT’). DTOT TeH momoraet co3aarb PepMeHT,
HEOOXOMMMBINA Ui paciiervieHus (eHuana-
HuHa (DA).

[{enb HACTOSIIIEH CTAThU: IPOBECTH aHA-
JUTUYECKHUI 0030p COBPEMEHHBIX JaHHBIX JIN-
TepaTypsl 0 TeHe (heHUITATaHUHTHAPOKCHIA3bI
Y TCHOMHOM CKPUHHUHTE 110 ()EHUIKETOHYPHH.

DNEeKTPOHHBINA MOUCK BhITIONHEH 1o Ovid
MEDLINE, Ovid Embase, Web of Science,
PubMed, Scopus B mepuonx 2017 - 2022 rr.
Jlns1 Toucka MCTOIb30Bau CIASAYIONINE Tep-
MUHBI: HOBOPOXJCHHBIC, (PECHUIKETOHYPHS,
CKPUHUHI, TeH (peHMIaTaHUHTUIPOKCHUIIA3A,
TCHOTHII.

B 1980-x u 1990-x rogax 3apoxaanach
CHEIUATFHOCTh MEAWIIMHCKOW TEHETHKH, a
MOJICKYJISIpHasi OMOJIOTHS TO3BOJIMJIA pa3pa-
6orats JIHK-muarsoctuky [2]. B 1O *%e Bpe-

MS POCJIO TIOHUMaHHE 3a4acTyio OOJbIION
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BapHabETbHOCTH TSKECTH 3a00JIEBAaHUS M €T0
pacnpocTpaHeHHOCTH. 3a nociuennue S50 yer
ObUIM UACHTU(UIMPOBAHBI CIEIPHUUECKUE
NaTOTeHHbIE BAPUAHTHI B T€HAX M CBSA3aHHBIC
C HUMH (PEHOTHUIIBI, YTO MO3BOJIMIIO MPOBECTU
TEeHETUYECKOE TECTUPOBAHME U CKPUHMHT [3].
OpHako Mo Mepe TOoro, Kak Bce OoJblie Oec-
CHUMIITOMHBIX HOBOPOXKJCHHBIX, IMOJBEPKEH-
HBIX PHUCKY TE€HETHYECKOIO pacCTpOMCTBA,
ObUIM OLIEHEHbI U AMArHOCTHUPOBAHBI, KIMHU-
YeCKOe MOHUMaHUE CJI0KHOCTH TeHETUYECKIX
3aboneBanuii pocno. K 2021 rogy ycraHosie-
HBI ATHOJIOTUH JIECATKU PEAKHX 3a00JIeBaHUH,
YTO MO3BOJIAET Pa3paboTaTh CreluaIbHbIE Me-
TOZBI TMArHOCTUKHM U JieueHus. Ha ceroansi-
HUI JIeHb YCTaHOBIIEHA MOJIEKYJISIpHAs OCHOBA
6925 3aboneBanuii [3]. B o0mieit clioxxHOCTH
4470 reHOB HMMEIOT OOJE3HETBOPHBIE BapH-
aHTbI, YTO JIENAeT MX MOAJAIOIIUMUCS T'eHe-
THYeckoMy TectupoBanuto [3]. [lepBbie 6a3bl
JAHHBIX O TOCJEIOBATEIbHOCTAX T€HOMa B
MOMYJISIIMAX MHpa, T.e. 0a3a JaHHBIX arpera-
LIUM HK30Ma U 0a3a JaHHBIX arperaluy reHoMa
MIPOJIOJKAIOT PA3BUBATHCS, XOTS OHH OCTAIOT-
Csl OTPaHUYEHHBIMU B CBOEM INPE/ICTABICHUS
PEIKHUX BapUaHTOB MATOT€HHBIX 3a00JIeBaHUN
U pa3HOOOpa3HBIX MOMYJISALMOHHBIX JaHHBIX
[4]. B HacTosiee BpeMsl MOJIEKYJISIPHBIE Te-
CTbl B HEOHATAJIbHOM CKPHHUHIE IIepexo-
IST OT (DYHKIIMOHAJIBHOTO TECTHUPOBAHUS C
MUHUMAJBHBIMH TIPOOJIEMaMH HUHTEpIpeTa-
uu pesynasratoB (Hampumep, TRECs- T-cell
Receptor Excision Circles, T-peuentophsie
HKCIIM3HOHHBIE KOJIblIa) K TECTUPOBAHUIO 3a-
POABIIEBOM JTUHUM Ul BBISBICHUS Iieneid,
MOJIIAIOIINXCS METUIIMHCKOMY BO3JEHCTBHIO.
MornekymsipHbIe TECThI MOT'YT UCTIOJIb30BaThCs
B COUETAHUU C OMOXMMUYECKUMH T€CTaMH B
KauecTBE TECTOB BTOPOTO YPOBHS B aJITOPHUT-
M€ CKpUHHUHTA WM Ui YIPaBICHHUs MPOTHO-

CTUYCCKUMHU 3HAYCHUSAMU CKPUHHUHTOB, CHHU-
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JKEHHS 3aTpar Ha MOoCceayrolee HaOmoIeHne
(JIOXKHOTIOJIOXKUTENIbHBIE CKPUHUHTH) NSl Ce-
Mei U CHUCTEMBI 3IpaBOOXpaHEeHHsI U UHPOP-
MHUPOBAHUS O JICUEHUH SKCTPEHHBIX CUTYyaINil
Y HOBOPOJK/ICHHBIX.

Wnentudpunmposano Oonee 1180 Ou-
amenbHbIX BapuaHtoB reHa ®MAI, pacmnomo-
JKEHHOTO Ha xpoMocome 12q22-24.1 [1]. Ot
ayTOCOMHO-PELIECCUBHBIE HACJIE1yEMbIE BapH-
aHTBl MPUBOIAT K Aeduuuty depmenta DAT,
KOTOpbIA rugapokcuiupyer @A B THPO3UH C
MOMOIIbIO  Ko(hakTopa (TeTparuapoOuorTe-
puH; BH4), MmonekynspHoro kuciopoaa u He-
reMoBoro sxeine3a [2]. Merabonuyeckas kap-
THHA BECbMa HEOAHOPOJIHA, TaK KaK 3aBUCUT
OT cTeneHu octarouyHoi akTuBHOCTH DAL u
koH1eHTpauu A B kpou. Huszkas ocrarou-
Hasl aKTUBHOCTH (pepMeHTa OOBIYHO MPUBOIUT
K MOBBIIIEHHIO KOHIIeHTpauuu A B kpoBU U
Oornee TSHKEIOMY KIMHUYECKOMY (DeHOTHITY,
€CJIM ero He JICYUThH [3].

I'en ®AI Obul BriepBblE KIOHHUPOBAH B
1983 . [5]. Ha ceropnsimnauii nenp 564 my-
tauuu reHa DAL (12q24) Obu BHECEHBI
B 0azy manHbix KoHcoprmyma aHamm3a Mmy-
taumnit ®AI, u3 xoropeix 60,5% sBIsAIOTCS
MUcceHc-MyTauusimu, 13,5% - myrauusmu
neneunu, 11% - MyranusimMu crutaiicuHra u
5,0% - GeccMbICIIEHHBIMU MYy TallUsIMHU, BCTaB-
KaMd M MOJYAIUMHU MyTanusmMu. MyTanuun
reHa DAI" AEeMOHCTPUPYIOT 3HAUUTEIbHBIE
STHUYECKHE M PEeruoHajlbHBbIE paznuuus [6].
Oennnanannaruapokcunaza  (EC1.14.16.1),
MEYCHOUHBIH (pepMEeHT, KOTOpBI TpelyeT
teTparuapoouontepuna (BH4) B kauecTBe
KaTaTUTUYECKOTO KOpEepMEeHTa, OTBEYaeT 3a
npespamieHrne @A B L-tuposun [1]. Jedunur
@OAT mpUBOANT K MOBBIMICHUIO YPOBHS (heHU-
JaJaHuHA B KPOBH, >KMJIKOCTSAX OpraHu3Ma U
HepBHOU cucteme [1]. OgauM u3 Haubonee

BA)XHBIX KIIMHUYCCKHUX CUMIITOMOB Ile(bI/II_[I/ITa
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QAT siBnsieTcst yMCTBEHHasi OTCTanocts [1].
JpyruMu pacrnpoCTpaHEHHbIMH CUMIITOMaMHU
SBIIIIOTCS  HENPOU3BOJIBHBIE W PUTMUYHBIE
JIBYDKEHUSI, CYJOPOTH, MUKpoLedaIus U Kox-
HbIe 3200/1€BaHMs, TAKHE KaK IK3eMa, TUTMEH-
TaIus KOXKM M 3aTXJIbIN 3amax Tena [1].

HccnenoBanust TpeXMEPHON CTPYKTYpPBI
¢depmenta Al mokasbIBaIOT, YTO OH COIEP-
KUT ueTelpe MOHOMepa. Kaxiplii MoHOMeEp
UMEET TPU CTPYKTYPHBIX JOMEHA, BKJIIOYAs
PEryJISITOPHBIA JOMEH Ha aMUHOKOHIE (aMH-
HOKHUCIIOTBI 1-142), kaTtanuTU4yeckuil ToMeH
(amuHOKMCTOTHI 143-410) U HOMeH TeTpame-
pu3alMyu Ha KapOOKCHIBHOM KOHIIE (aMHMHO-
KUCIOThl 452-411) (4). I'en AT conmepkut
12 uHTpOHOB M 13 3K30HOB, KOAMPYIOLIUX
2,5 k6 MPHK [7]. Haubonee mpoTsyKeHHBI-
MU 5K30HAMHU U MHTPOHAMU SIBJISIOTCS DK30H
13 u unTpoH 2, ¢ 892 n 17874 n.H. cooTBeT-
CTBEHHO [7]. Jlo HacTosI11ero BpeMEHU B T€HE
@®ATI" Obuio uaeHTHdUUUpOBaHO Oonee 520
MyTauuii [7]. B tononHeHne Kk MyTanusM, red
OATI umeeT MHOXKECTBO OTUMOP(HU3MOB, HC-
MOJIb3YEMBIX MTPU UJICHTU(DUKALMU HOCUTEIEeH
U NpeHaTaabHOU auarHoctuke [7]. OnHuM u3
4yacTbIX UcxonoB myTauuu rena AL sBisger-
csa1 OKV.

ITo onienkam A. Hillert et al. [8], Bo Bcem
mupe OKVY crpagaer 0,45 munnmona ueno-
BEK, C NI00AJIbHON pacrnpoCTpaHEHHOCTHIO
1:23 930 xuBopoxaenuii (auanason 1:4 500
[Uranus]-1:125 000 [Anonus]. CpaBHeHue
TEHOTUIIOB M MeTa0OINYecKUX (HEHOTHUIIOB
16 092 maumentoB ¢ ®KVY BbIsIBUIIO pasin-
4us B TSOKeCTH 3a0oieBaHus B 51 cTpaHe u3
17 peruoHOB MHpa, HpU ITOM IIOOATBHOE
pacripenenenue (EeHOTHIIOB cocTaBuiIo 62%
knaccuueckot ®KY, 22% nerxoit ®DKY u 16%
nerxkoi runep¢enunananuHemun (I'®A). B
EBporie cymiecTByer rpaiueHT B pacnpeseiie-

HHUHKU I'CHOTHUIIA U (I)eHOTI/IHa, OT KJIAaCCUYECKOMU
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®KY na Bocroke 110 snerkoit popmsl KV Ha
J0ro-3anajie ¥ JEeTKoi runepgeHuIalaHuHe-
MUU Ha 1ore. AcColunnpoBaHHslii ¢ ¢.1241A>G
(p-Tyr414Cys) TeHOTUI MOXHO MPOCIEIUTD
ot CesepHoii 1o 3anaznHoil EBponel, ot IIBe-
unu yepes Hopseruro 1o Jlanuu u Hunepnan-
noB. Yacrora knaccuueckoro @KV ysenn-
yuBaeTcst oT EBponsl (56%) yepe3 bnnxuuit
Bocrok (71%) no ABctpanuu (80%). 13 758
BapuaHToB ['®A ¢.1222C>T (p.Arg408Trp)
(22,2%), c.1066—11G>A (IVS10—-11G>A)
(6,4%) u c.782G>A (p.Arg261Gln) (5,5%)
Obutn HauOoJiee paclpoOCTPaHEHHBIMU U OT-
BETCTBEHHBIMH 32 1Ba PaCIPOCTPAHEHHBIX I'e-
Hotuna: p.[Arg408Trp];[Arg408Trp] (11,4%)
u c.[1066—11G>A];[1066—11G>A] (2,6%).
BoasmmacTBO reHotunoB (73%) Obutm co-
CTaBHBIMM reTepo3uroramu, 27% ObLIM TO-
MO3UTOTHBIMH, a 55% wu3 3659 pa3nnuHbIX
TEHOTHUIIOB BCTPEYAINCH TOJBKO Yy OJIHOTIO
unauBuyyma. Bapuantel GAIL ouennBanuch
C HCIOJBb30BAaHUEM 3HAYEHHUS AJIJIEIIBHOTO
deHoTHIa U KOppEeTUpoBaid C KOHLIEHTpa-
usiMu DA B kpoBu 110 sedenus (n = 6115) u
pe3yibTaTaMy Harpy304HOIO TECTa Ha TETpa-
rugpoduontepu (n = 4381), yTo MO3BOINA-
€T MPOTHO3MPOBATh KakK (PEHOTUI HAa OCHOBE
renoruna (88%), Tak ¥ 4yBCTBUTEIBHOCTH K
terparuapoouontepuny (83%) [8]. Hccne-
noanue A. Hillert et al. [8] mokasbiBaeT, 4TO
Oonbie 6a3bl JaHHBIX T'€HOTUIIOB IO3BOJIS-
IOT TOYHO MPOTHO3MPOBATH (PEHOTHII, MO3BO-
5151 IPABWJIBHO HALIEJIUBAaTh TEPAIMIO JIJIs Oll-
TUMU3ALNUN KIIMHUYECKUX PE3YIBTATOB.
CooOmraercs, uto p.Arg234Gln co-
craBisgeT 23% Bcex BapuanToB B Kurae. Tpu
JIOTIONTHUTENbHBIX BapuaHta p.Arg243Gln,
c.611A>G u p.Arg241Cys (AF> 5%) taxxe
obutn pacnpoctpanensl B Kopee u TaiiBane,
YTO yKa3bIBAaeT Ha OOIIHOCTH MUTPALIMOHHBIX

HCpCMCH_ICHI/Iﬁ 1 3BOJIFOIWU CPCAU STUX HALIU-
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OHAJILHOCTEW. PacnpocTpaHeHHbIE BapUaHTHI
OKYVY B EBpone, na bamxnem Boctoke, B Jla-
tuHCcKOM Amepuke u CIA OblTH peKOCTBIO
B a3UaTCKOM HacejeHuu [8].

HccnenoBanusi, mpoBeeHHbIE B Xau-
Ma3CckoM paifoHe A3zepOaiimxaHckoit Pecrry-
ONMKH, OMNpENeNuId TeHeTHYeCKHe (OPMbI
OKYV: B 4,3% ciyuyaeB BBIABISLIIACh Y TOMO3U-
roT, B 6,45% y rereposurotr. Yactotra MyTaHT-
HOro reHa BapbHpoBasia B npeaenax 0,1129-
0,930 [9].

Yersipe n3 kaxapix 100 moau B Typuun
SBIIAIOTCS  T€TEPO3UTOTHBIMM ~ HOCHUTEISIMU
®OKYVY [10]. EN. Ozturk and T. Akin Duman
[11] ompenenunu 4YacTOTy BapUaHTOB TI€HA
QAT B Typeuxon nomynsauuu ¢ @KV, V 433
narueHToB ¢ OKY ren AT Obut uccinenosan
METOIOM CEKBEHUPOBAHMUS CIIENYIOLIETO TOKO-
nenus. Bapuanter [VS10-11G>A, p.R261Q,
p-A300S, p.A403V u p.T380, xoropsie sB-
JSI0TCST HauboJiee paclpoCTPaHEHHBIMU Ba-
pUaHTaMH B 3TOM HCCIIEZJOBAaHUHU, COCTABWIIN
45,9%. Bbpino uaeHTHPUITPOBAHO AEBATH HO-
BbIX BapuaHToB p.A34V, K73Qfs*4, R157H,
R261S, p.T266I, p.S310P, T328A, p.F3511 n
K363N. D10 nccnenoBanue onpenenser Hau-
Oosiee pacnpocTpaHeHHble BapuaHThl DAL
B Typuum m nokassiBaet, yto ®KY mMoxHO
BBISIBUTH 710 Opaka ¢ MOMOIIbI0 HAOOPOB IS
CKpPUHMHTA.

B JlarBum HaOmromaeTrcss OTHOCHUTEIb-
HO OTHOPOJHBII IIyJ ajuleel, BbI3bIBAOIINX
3a0ojeBaHue, ¢ BBICOKOH pacnpoCTpaHEHHO-
CThIO KJlaccuyeckoil Tspkenoit ¢opmbel OKY
[12].

X. Wang et al. [13] nuarHoctupoBaiu
181 mamuenta ¢ I'@A or 1 no 957 HOBOpO-
KJIEHHBIX, YTO BBIpaXKaeT 3a00JIeBaeMOCTb
1:6873. Haubonee yacteimu myTtarusimu GAT
obutn ¢.728 C > A/ p.Arg243Gln (13,83 %),
c.158G > A/ p.Arg53His (9,57 %), c.611 A >
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G/ p.Tyr204Cys (7,44 %). , u c.721 C > T/p.
Arg241Cys (6,38 %).

Pesynwrarer uccnenoBanus E. Hosseini
et al. [14] moATBep)KIArOT Te€TEPOreHHOCTh
reHa @Al 1 MOryT IOMOYb B JUAarHOCTHUKE Te-
CTOB JJIs1 BBISIBJICHHSI HOCUTEJIEH U ITpeHaTalb-
Holl nuarnoctuku OKVY y nacenenus Upana.

MornexynspHOe MOATBEPKIEHUE CTa-
JIO BaXXHBIM B JMAarHOCTMYECKOM aJTOPUTME
I'®DA, nockoabKy TOCTYIIHBI HaJI€XKHbBIE METO-
JIbl, TAKHME KaK CEKBEHUpoBaHue 1o CaHrepy H,
B MOCJEIHEE BPEMs, METOJ CEKBEHUPOBaHUS
cienymoluero nokoseHusa. OgHako 3TH cTpa-
TErMM HMMEIOT DSl HENOCTAaTKOB, TaKUX Kak
JUTUTEIBLHOE BpEMs IIOJIy4YEHUs PE3YNbTAaTOB U
HEOOXO0IMMOCTh MHTEPIIPETALUN O0HAPYKEeH-
HBIX HOBBIX BO3MO)KHBIX BapMaHTOB HEOIIpe-
JieleHHoN 3HauuMocTH. [lo 3TMM mpuunHam
M. Tolve et al. [15] pa3paboranu meToxn aHa-
JIM3a Psiia U3BECTHBIX MyTallMi, aHAJIOTUYHBIN
TECTy Ha MYTallUU NIEPBOTO YPOBHsI, KOTOPBI
UCIIONB3YETCSd B JUArHOCTHYECKUX LEISIX U
JUIsl CKpUHUHIa MYKOBUCIIM/1032 HA HOCUTEIIb-
CTBO. ABTOpBI TaKXe MPUMEHSIN 3TOT TECT
B KauyeCTBE BTOPOIO YPOBHS HEOHATAJIBHOIO
ckpuHHUHra Ha ['@A ¢ ucnosnb30BaHNEM BBICY-
IIEHHBIX MSATEH KPOBU. TakuM 00pazoM MOX-
HO IOJIyYUTh FEHOTHUI IPUMEPHO depe3 48 ya-
coB. ABTOpaMu ObUIM 0TOOpaHb! 18 MyTaruii
MIPECTaBICHHOCTRIO amenel 6omnee 1%, 4ro
cocraBiser 75% OT o011ei yacToThl MyTanui
B UTAJIbSIHCKOM TOITYJISILIUH, HO C BBICOKOH 4a-
CTOTOM OOHAapyKEHUs B IPYTUX €BPONEHCKUX
nonyisanusax: 70% B roxxHoM ['epmanuu, 68%
B 3ananHou ['epmanuu, 76% B lanuu u 68% B
[IBerun. O6HapysxeHs! 48% amieneii B Pymbl-
Huu, 63% B [lonbIie TOIBKO C OIHON MyTaIu-
et Hameit manenu (p.Arg408Trp); B Bonrapuu
nse mytauuu (c.1066-11G>A, p.Argd08Trp)
nocturarot 60% yactoTsl oOHapyxeHus [15].

I/ICHOJ'ILBYH METOA MHUHHUCCKBCHUPOBAHUS, aB-
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TOPBI ONTUMU3UPOBAIHN OOHapykeHue 24 30H-
J0B (OCHOBHAas IAHEJNb IUIIOC MaHEIb YNpaB-
JICHUs) TPEAJIOKEHHOTO TecTa B 4YeThIpex
MYJBTUIIIEKCHBIX ~ MOJIMMEPA3HbIX LEMHBIX
peakuusx (ITLP), 3a koTopsIMu clienyroT ye-
TBIpE PEAKLUU OJHOHYKJIEOTHUIHOIO YIUIMHE-
HUS U 4eThbIpe 3nekTpodeporpammsl. Meton
nokazan 100% uysctBuTENbHOCTE U 100%
CHeUu(UIHOCTh U YCIEIIHO MPOTECTUPOBAH
Ha 3aCOXIIUX IISITHAX KPOBH, YTO IMO3BOJIWIO
IIPUMEHUTH €r0 B KaueCTBE DKCIPECC-TECTa
JUIS. IOATBEPKACHHSI PAHHETO T€HOTUIINPOBa-
HUS TIOCJIE TOJOKUTEIbHOTO HEOHATaJIbHOIO
CKPUHHMHIA. JTOT aHAJIM3 T€HOTHUIIA OKa3aJIcs
OBICTPBIM M HEIOPOTUM, U OH CIIOCOOEH 0Xa-
pakTepu3oBaTh 00a aens Oonee ueM y 50%
cyobektoB ¢ DKY. Ilpemmaraemsbiii MeTox
UHTETPUPYET JUArHOCTUYECKUN aJTOPUTM,
pexomennoBanHblii F.J. van Spronsen et al.
[1], ¥ KOTOpBIM NOJB3YETCS CKPUHUHIOBBIN
LIEHTP aBTOpPOB. YUMUTHIBAs XOpOILIEE Kaue-
CTBO TECTa, €0 MPUMEHSIN B KaYeCTBE TECTa
JIunzia BTOpPOrO YpOBHS NpPU CKPUHHMHIE HO-
BOPOXKJIEHHBIX W CKPUHUHIOBBIX TECTax Ha
HOCHTENbCTBO. B 3T0if cBsI3M, OBLIO yCHEHO
reHOTUNHPoBaHO 40 HOBOPOXIEHHBIX C TO-
JIOKUTEIIBHBIM  PE3yJbTaTOM HEOHAaTaJIbHO-
ro ckpunuHra. IIpenmymiecrBa npumeHeHUs
9TOrO TECTa JJIsl CKPUHUHIA HOBOPOXKIEHHBIX
CBSI3aHBI C TOYHOCTHIO, OBICTPOTOI (/1Ba pabo-
YHUX JHS) U HU3KOH CTOMMOCTBIO IO CpaBHe-
HUIO C CEKBEHNpOBaHNEM I'eHOoB. [locne Bann-
JallMM TECTA YEThIpE Napbl, B KOTOPBIX OJUH
13 mapTHepoB ObLT cyobekToM ¢ DKV, Obutn
TEeHOTUIMPOBAHBI 110 3aIPOCYy MEIULMHCKOIO
reHeTrka. CKpUHUHT TAapTHEPOB Ha Haubosee
4acTyl0 MYTAallMIO IO3BOJIAET Iape CHU3UTh
PEeNpOAYKTUBHBIN PUCK U 00paTUTHCA 32 COOT-
BETCTBYIOILLEH T€HETUYECKON KOHCYIbTALlUEH.
[IpyMEHUTENBHO K CKPUHUHTY HA HOCHUTEIb-

CTBO OTpI/ILIaTCJ'ILHHﬁ pe3ysbTar 3TOro CKpH-
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HUHTA «IEPBOTO YPOBHS» CHUKAET PUCK HO-
CUTENbCTBA B IATH pa3, ¢ 1:50 no 1:250 [15].

B HacTositiee Bpemsi rocyapCcTBEHHBIE
MpOrpaMMbl HEOHATAJIBHOTO CKPUHHHTA HC-
MBITHIBAIOT JIaBlieHHE, Tpelyroliee paccMo-
TPEHHS: TOT0, KaK MHTETPUPOBATH T€HOMHBIN
CKPUHHHT B TIOMYJSLUIO Y HOBOPOXKIECHHBIX.
B »ToM KOHTEKcCTe, a Takke Hapsay C TeKy-
IIIUM COCTOSTHHUEM OOIIIECTBEHHOTO 3PaBOOX-
paHeHHs] U UHOPACTPYKTYPBI 3ApPaBOOXpaHE-
HUS, MO)KHO BBIJICJTUTHh HECKOJIBKO MPOOIIEM.

Pa3BuBaromyiecss MOJNEKYIspHbIE TeX-
HOJIOTHH, TaKue KaK CEKBEHUPOBAHUE C -
TeIbHBIM CUMUTHIBAHMEM, 3aIONHSIOT Tpode-
JIBI B MOCJIEIOBATEIHHOCTH T€HOMA YEJIOBEKa,
KOTOpBIE COCTaBISIOT puMepHOo 15% reHoma
B ‘Oosiee TONMHOI TOCIIEIOBATEILHOCTH Te-
Homa B 2004 romy [16]. beuio oOHapyxeHO
6onee 100 reHoB M ele MWUIMOHBI BapHaH-
ToB. [lo cocrostauto Ha 2021 rox Bo BTOpHY-
HBIX pe3yiabTarax AMEpPHUKAHCKOTO KOJIJIEIKa
MeaunuHckoil renetukun (ACMG- American
College of Medical Genetics) HacuuTHIBaeT-
csa 73 reHa v3.1 cnMCOK Fr€HOMHBIX MHIIICHECH,
MOJUIeKANINX MEIUIIMHCKOMY BO3JICHCTBHIO,
Hamboyee CBSI3aHHBIX C MPEIPacIONOKEH-
HOCTBIO K paky H CepIe4YHO-COCYIHCTHIM
3a00JIeBaHUSIM, HO CIIUCOK BKJIFOYAeT TEHBI
HEOHATAJIHHOTO CKPUHUHTA, AJI KOTOPBIX XO-
pOIIIO OIMHUCAHBI JCHCTBEHHBIE IOBEHUJIbLHBIC
WIH B3pocCible (JOPMBI C MO3AHUM HAYaioM
[17,18].

[TnaropMbl MONEKYISIPHOTO TECTUPO-
BaHUsl, CIOCOOHBIE 0OHAPYKUBATH MHOKECTBO
aHAIM3UPYEMbIX BEIIECTB, TAKHE KaK MaHEeIH
T€HOB/BapUAHTOB M CEKBEHUPOBAHHE CIIEIyIO-
IIeTO MOKOJICHUS HEOHATAJThbHOTO CKPUHHHTA,
B HACTOAIIEE BPEMs IIMPOKO HCIOIB3YIOTCS
BO 2-M YpOBHE allTOPUTMOB TECTHUPOBAHUS
HEOHATAJIHHOTO CKPUHHUHTA U TIOCIEAYIOIIETO

JANarHoCTUYCCKOT'O HaGJIIO,HeHI/Iﬂ. CekBeHu-
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pOBaHHE F'€HOMa HOBOPOXIEHHOTO MOIJIO OBl
NIPE0CTaBUTh 00JIbIle HH(OPMAIIMH O COCTO-
SIHUU 3710pPOBBSI, UEM TEKyIlasi TpyIina TeCTOB.
[ToTreHMambHO OH MOXET OBITh MCIIOIb30BAH
JUIsL OKa3aHUsI METUIIMHCKOM TOMOII Ha TPO-
TSDKEHUM BCEH JKM3HU 4elloBeKa, MPeloCTaB-
JSIs1 PaHHIO HMH(OPMAIMIO KaK O IOJalo-
IIMXCS JICYCHUIO IETCKUX 3a00JIeBaHUAK, TaK
U O COCTOSIHUSIX, BOSHUKAIOLIMX BO B3POCIIOM
Bo3pacte [19]. OnHako reHOMHBIA CKPUHUHT
HAXOAMTCS HA paHHEW CTaJuU CBOETO Pa3BH-
THSI, CO MHOTUMH M3 T€X ke MpobieM ¢ pea-
KUMU 3a00JIEBaHUSIMU, YTO U B HEOHATAJIbHOM
ckpuHuHre. Kpome TOro, oH HCIONB3yeTCs
B TEYEHME BCEHl *KHU3HM yenoBeka. Mmerorcs
OrpaHUYEHHbIE JIAaHHBIE O CIIydasX, OOBeK-
THUBHO BBISIBICHHBIX B OOLIEH MOMyISAIMH, U O
IIMPOKOM CIEKTpPE COCTOSHHM, MOAJAIOIINX-
Csl MEAMLIMHCKOMY JICUEHHIO, JIi KOTOPBIX
OLIEHKa PHMCKa BO3MOXKHA TOCJE YCTaHOBIE-
HUSL XapaKTepUCTHK 3(PPEKTUBHOCTH CKpH-
HUHIOBOTO TecTa. BhICOKHE MOJIOKUTENIbHBIE
MIPOrHOCTHYECKUE 3HAueHUst OyayT HeoOxo-
JMMBI JUIi MUHUMH3AIMK BBICOKHMX 3aTpar Ha
nabopaTopHOe U KIMHUYECKOe HaOIOEHUeE.
Ha npyroMm KoHIle cHeKTpa HaXomsTCs 4acT-
HbI€ BAapHAHTHI, HACTOJILKO pEJIKHEe, YTO HC-
KIIIOYAIOT CPaBHEHHE C APYTHMMH CIy4asiMH,
HO JJIi KOTOPBIX Tepamnusi, aJanTupOBaHHAs
K JJaHHOMY BapHaHTy, CTAHOBHUTCS pEaJbHO-
CThbi0. EcM MBI XOTUM BOCIIOJIB30BaThCsl OT-
KPBIBAIOUIMMHUCS BO3MOXKHOCTSIMU JUISL BbI-
SBJICHUS M JICUCHHS PEAKHX U CBEPX PEIKUX
TeHETHYECKUX 3a00JIeBaHMN, MOAJAIOIINXCS
MEIMKaMEHTO3HOMY JICUEHHIO, JUIsI KOTOPBIX
TeHETHYECKHUE BapUaHTBl MOTYT OBITh €IUH-
CTBEHHBIMHU JIOCTYIHBIMH OMOMapKepamH Mo-
TpeOyeTcs paHHEe CEKBEHHPOBaHHME I'e€HOMA.
1o Mepe HaKOIUIEHUS TAaHHBIX O KIIMHUYECKOU
3HAUUMOCTHU PEAKHX BapUAHTOB, KOTOPHIM HE

XBaracT CHCI_II/I(I)I/IIIHOCTI/I B OTHOIICHHH Ti-
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JKECTH COITYyTCTBYIOLIETO 3a00JIeBaHUS U BO3-
pacTa Hayama, MOXXET OBITh TOKa3aHO, YTO
HEKOTOpBIE BapUAHTBl MPEIPACIIONATAIOT K
Mo3/HeN uin ocnabieHHon gopme 3aboneBa-
HUS1, KOTOpasi, BO3MOXKHO, HE Obljia L1eJIbI0 He-
OHATaJbHOTO CKPUHHHTA, €CIIK HE MOITACTCs
JICYSHUIO B paHHeM Bo3pacte. OmbIT mokazad,
YTO Y HEKOTOPBIX MAIIMEHTOB C MO3THIUM Haya-
som 6onie3nu [Tomme cumnroMsl, Tpedyroriye
JIeYeHUs, Pa3BHBAIOTCA B JETCKOM BO3pac-
Te. UToOBI COXpaHUTh (POKYC HEOHATATBHOTO
CKPUHHMHTA Ha BBISBICHUH HOBOPOXKICHHBIX
C COCTOSIHUSIMH, MOJIAIOLIMMHUCS JICUCHUIO B
paHHEeM Bo3pacTte, TUO0 yIydlleHHbIe (PyHK-
[IMOHAJIbHBIE UCCIIEIOBAHUS, KOTOPhIE MPOsiC-
HSIOT MMATOTEHHYIO0 MPUPOAY BapuaHTa, JHOO
OONbIIINe MAaCCHUBBI JIaHHBIX, KOTOPBIE OTBeE-
YarT Ha 3TOT BOMPOC, MOJKHBI MO3BOJIUTH
aJIanTUPOBaTh AJNTOPUTMBI CKpUHUHTA. Tem
HE MEHee, KJIIOYEBBIM I1OKa3aTejeM IPHUIoi-
HOCTH COCTOSIHUSI JJIi CKPUHHHTAa HOBOPO-
JKIACHHBIX SIBISIETCS PE3yJbTaT TMOATPYIIIIBI
MOJIOKUTENBHBIX 10 Pe3yJbTaTaM CKPHUHHHTA
CIIy4aeB, MPOJICYCHHBIX B XO/€ KIMHUYECKUX
UCIBITAHUHN, YTO TIPUBEIIO K YITYYIICHHUIO pe-
3ynsraroB. [lo Mepe pa3BUTHs CKpUHUHTA Te-
HOMa HEKOTOpbIE T€HBI/BAPUAHTHI/COCTOSHUS,
BEPOSITHO, OyAyT COOTBETCTBOBATH TpeOOBa-
HUSM JJI HEOHATAIbHOTO CKPUHHHTA.

B nacrosiiiee Bpems CylecTByeT YeThl-
pe vactHbiXx mnpeanpustus (I'enom AHTIUSA,
SEMA4, Perkin Elmer u Fulgent) ¢ tecra-
MU HEOHATaJbHOTO CKpUHUHTAa gene panel
Ha PBIHKE, HO BHE MPOTpaMM HEOHATAIBHOTO
ckpuHHHTA. OHAKO CYHIECTBYET 3HAYHTEIb-
Hasi BapuabeIbHOCTh B UX T€HOMHBIX MHIIIE-
HSIX, YTO TOBOPUT O HEOOXOIMMOCTH OTpac-
neBeix ctaHaaptoB [20]. Genomics England
B HACTOsIIEE BpEMs IUIAHUPYET BOCIOJIB30-
BaThCsl JAHHBIMHU HAIIMOHAJIHHOTO 3IPaBOOX-

paHCHUA BeHI/IKO6pI/ITaHI/II/I AJi1 IPOBCACHU A



Journal of Azerbaijan Perinatology and Pediatrics (Scientific-practical journal) /2023 / Vol 9/ Ne2

MMUJIOTHOTO MCCICAOBAHUS HCIOJIb30BaHUS
METO/la CEKBEHHPOBAHUS I'€HOMa CJIEeIYyIOoLe-
ro nokosieHus Ha 200 000 HOBOPOXKJIEHHBIX
[21].

TpyaHo cpaBHUBATh JIIOAEH C PEIKUMHU
TeHETUYECKUMHU 3a00JIEBAaHUSIMU, TOCKOIBKY
OHM Pa3IMYaIOTCs MO YacTOTE, TSKECTH, BO3-
pacTy Havaja, pacnpoCTPAHEHHOCTH, peak-
MU Ha JIEYEHUE U PHUCKAM €ro MpOBEACHHUS.
W3MeHuYuBBI CHIEKTp TpOosBICHUS 3abole-
BaHUS OCTABMJI HESCHBIMHU KOHECUHBIC TOYKH,
KOTOPBIE ONPENETSIOT, KOTAa U3BECTHO JOCTa-
TOYHO O CKPUHUHTE Ha HaJIn4uue 3a00JIeBaHU-
s-KaHauaara, 4rtoObl O(UIIMATBHO OIICHUTH
ero 2>(QQEeKTUBHOCTh YEpe3 HalMOHAIbLHBIC
opranbl, Takue Kak KOHCYIbTaTUBHBIN KO-
MHTET II0 HACJECACTBEHHBIM 3a00JIeBaHUSIM
HOBOpoxAeHHbIX M aered CIUA, mis Bo3-
MOXXHOTO BKIIIOUEHHS B MaHEIb CKPUHUHTA.
Kpome toro, mpupoza ibrot, KOTopble ornpas-
JBIBAIOT HEOHATAJIbHBIA CKPUHUHT TPU TOM
WM WHOM 3a00JIEBaHUM, U KOMY OHH JOJDK-
Hbl HAYUCIISITHCS, OCIAPUBAIOTCS, MOCKOJIbKY
HACJIEIOBAHUE TE€HETUYECKOro 3a00JICBaHMS
3aTparuBaeT HE TOJBKO MJIAJEHIA, HO U €ro
HYKJICapHYIO0 U paCIIMpPEHHYI0 ceMblo. ['eHe-
TUYECKUN CKPUHHUHT MOXET OBITh IIeNEeC00-
OpasHbIM, Jake KOTa MpsSiMOe MEIUIIMHCKOE
JIeYeHHE HEIOCTYITHO, €CJIM €CTh IMOJb3a IS
pebeHka Onaromapsi BEACHHUIO H TOMAJEPKKE
CEeMbH, JUIsl IPUHATHUS MOCIEAYIOLIUX PErpo-
OYKTUBHBIX pelIeHUu W sl uHPOPMHUPOBa-
HUs 00IIecTBa 0 coctossHuU. [lepBoHaYaIbEHO
KoHCynbTaTuBHBIA KOMUTET MO HACIEIACTBEH-
HBIM 3200JIeBaHUSIM HOBOPOXKICHHBIX U JIeTel
OXBAaTUJI TTOCOOUS JUIsl CEMbU B paMKax KpH-
TEPUEB BBIIBUKEHUS U PACCMOTPEHHUS, HO C
2012 roma mocoOue st CEMbH OBLIO CHSTO C
paccmotpenus [19].

M.S. Watson et al. [19], pekomenaytot

NEepeCMOTPECTh KPUTCPHUU [JISA BKIIFOUCHUSA CO-
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CTOSTHUH Y HOBOPOXKICHHBIX CIETYIOIIUM 00-
paszom:

1. IlepeonpenenuTh MEPBUYHBIE MEIH
CKpUHHHTA Kak (OopMbI 3a00NeBaHUs, KOTO-
pbIe JedaTrcsl B XOJ€ MIJIOTHOTO HCCIIEOBa-
HUS, ¥, TAKUM 00pa3oM, TpouH(POPMUPOBATH
0 TIEpBOHAYAIBHOM OIpPEACTICHUHN KIMHUYE-
CKOM 00OCHOBAaHHOCTH BKJIFOUEHHUSI KOHKpET-
HOTO COCTOSIHUS B HicclieoBaHue Pexomenmy-
eMoli YHU(DUIIUPOBAHHOW MaHEIH CKPUHUHTA
(CHLIA).

2. IlepeonieHUTh TPEUMYIIECTBA, KOTO-
pBI€ OMPaBABIBAIOT HEOHATAIBHBIN CKPUHUHT,
U PacCMOTPETh APYrue MOTEHIHAIbHEIE Tpe-
MMYIIECTBA, B TOM YHUCIIE BOMPOC O TOM, SIB-
JISIETCS I BBISIBIIEHUE CTATyCa TeHETUYECKOTO
HOCHUTEIST Pa3yMHOH IIeJIbI0 HEOHATAIBHOTO
CKPUHHHTA.

HeonaranpHbli CKPUHHMHT YHUKaJICH
KaK OJIMH U3 OY€Hb HEMHOTHUX CITy4YaeB B XKH3-
HU, KOTJIa €CTh JIOCTYII KO BCEMY HACEIECHUIO.
Jpyrue 6maronpusTHbEIC EPUOIBI IS IPOBE-
JEHUS] JIETCKOrO CKPUHUHTA BKJIIOYAIOT BO3-
pacT, B KOTOPOM MIIaJIeHel] TMOoiay4daeT OOoJb-
Y10 YacTh MPUBUBOK, JINOO B MJIaICHYECTRBE,
b0 Tmepes] MOCTYIUIEHUEM B KOy, 00 B
MOAPOCTKOBOM BO3pacTe.

Cocrosinus, TpeOyrolne 04eHb ObICTPO-
r0 TIOJY4YEeHHS pe3yJIbTaToB M Hadalla JeUeHUs
JUTSI 3JI0POBbsSI MIIaJICHIIA, TOJTHUMAIOT BOTIPOC
0 TOM, CIIeAyeT JIM BHISBIATH Cy4au 3a0ole-
BaHUS U BMEIIUBATHCS B paMKax MpPOTrpamMm
0OIIIECTBEHHOTO 3/IPaBOOXPAaHEHHSI WIIH BKJTIO-
YaTh WX B PACTYIIEE YUCIO HEOHATAJIbHBIX
WIH TeAUaTPUYEeCKUX MEIUIIMHCKUX YCIYT,
mpeiaraéMbIXx B KauecTBE CTaHAapTa yxoaa
3a MJIaJICHIIaMU, IETSIM WIIA TTOJPOCTKAM.

Jl1is paccTpoicTB, KOTOphIE MOTYT HE
TpeboBaTh JEUEHUS 10 TEX MOp, MOKa OHU HE
BBIIIYT Jalieko 3a Mpeesibl MOAPOCTKOBOTO

nepunoaa, NJOCTYIMHOCTb SJICKTPOHHLIX MCEIH-
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IIUHCKUX KapT OyneT JOKyMEHTHUPOBATh TO-
TpeOHOCTH TAIMEeHTa, KOTOPble MOTYT OBITh
YIOBIETBOPEHBI B OyIyIIEM TOCYIapCTBEHHBI-
MU ¥ / WIN YaCTHBIMHU MOCTABIIUKAMU MENIU-
nuHCKUX ycnyr. Kpome Toro, mo mepe ymyd-
IIeHHs] 3HAHUN O MOJICKYIISIPHOW STHUOJOTUU
3a005IeBaHUsl POJIb METOAa CEKBEHUPOBAHUS
TeHOMa CIIEAYIOUIETO MOKOJICHUS Ha TIPOTSIKe-
HUU BCE KU3HU, B TOM YHCIIE IPU HEOHATAITb-
HOM CKpUHHUHTE, OyneT Bo3pacTarb. Jlpyrue
paccTpoiicTBa MOTYT He TpeOoBaTh JeUEHUs
70 Te€X TIOp, TIOKa OHU HE BHIMAYT Jalieko 3a
mpenenbl MOJPOCTKOBOTO IMEpPHoAa, 4YTO Jie-
JaeT HaIU4Hhe ODIIEKTPOHHON MEIUIIUHCKOU
KapThl PEMIAIONIUM Il JOKYMEHTHUPOBAHUS
Oyayumx moTpeOHOCTEH manueHTa, KOTopble
MOTYT OBITh YIOBIETBOPEHBI TOCYIapCTBEH-
HBIMH ¥ / WM YaCTHBIMU MOCTABIIUKAMU Me-
TUIUHCKUX yciyT. [locTaBmuku neanarpuye-
CKOW MOMOIIM OOBIYHO 00SI3aHBI COOOIIATEH O
3aBeplIeHHH UMMyHu3anuu B [ocynapcTBeH-
HBIE PEECTPbI, KOTOpPbIE MO3BOJSIOT CBS3aTh
peecTpsl ¢ 6a3amMu JaHHBIX TMPOBEpKH. Taxxke
MOKHO OBLIO OB PACCMOTPETHh BO3MOKHOCTh
BKJIFOYEHHUS]  METOAOB  (PH3UOJIOTHUYECKOTO
CKpUHHMHTa WJIM HWHCTPYMEHTOB CKPUHUHTA
Ha MeCTe OKa3aHWsI MEIUIMHCKOW TOMOIIH,
HCTIONB3YEMbIX B TaKUX KIMHUYECKHUX YCIO-
Busx. OHAKO BCEOOIINII OXBAaT MOXKET OBITh
COKpAIIIEH, ¥ HE BCE HOBOPOXKICHHBIE MOTYT
OBITH OOHAPYKEHBI.

B xoneuHOM cuete, cTaaus >KU3HU, Ha
KOTOPOH CKPUHUHT MOXKET OBITh IIeTIeC00-
OpasHbIM, OyJIeT 3aBUCETh OT KOHCEHCyCa OT-
HOCHUTEIILHO TOTO, KOTJa CIeNyeT HauMHATh
JieueHue, 4TOOBl MAaKCHMHU3HUPOBATH IMOJIB3Y
Jutst noctpanasmux. [loaromy M.S. Watson et
al. [19] pexomeHayI0T OopraHam, MpUHUMAIO-
1€ PEIICHUS CIeIyIOIIee:

1. Paborare ¢ meauaTpuYecKUMHU IIO-

CTaBIIMKaMWU MCIUINUHCKUX YCIYr' IJid KO-
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OpAVHAIIMKA TOAXOJa K CKPUHHHTY Ha TIpO-
TSOKCHHM BCEW JKWU3HM, OMpEAeNisis TOYKU
MepeceueHus] MeXIy Pa3IUYHBIMU TPOTpaM-
MaMU CKPUHHHTA 30POBbsI IETEH.

2. PaboTaTrh ¢ MEOIUIIMHCKUMH U 00IIIe-
CTBEHHBIMU OpTaHM3AIMSIMHU 3ApaBOOXpaHe-
HUS, CHEIHAIN3UPOBAHHBIMU OOIIECTBAMU,
CEMBSIMU U pEecTpamMH SIIEKTPOHHBIX MEH-
UHCKUX KapT i paspadorku UT-uncTpy-
MEHTOB, KOTOpBIE OOIIECTBEHHOE 3/PaBO-
OXpaHEHHWE ¥ TMOCTABIIUKUA MEIUIIUHCKUX
YCIIYyT MOTYT HCIOJIb30BaTh JJsl OTCIIEKUBA-
HUSl (YHKIIMOHATHHOW COBMECTHUMOCTH U KO-
TOpBIE CEMbU MOTYT UCTIOJIh30BATh B KAUECTBE
nacropTa «mpoduis 310pOBbsI».

3. OO0beMHUTD YCUIIUS IO paccieioBa-
HUIO /ISl OCYIIECTBICHUSI CKPHHUHTA TeHOMA
Ha TPOTSDKEHUU BCEH JKU3HH, MTOCKOJIBKY HEO-
HATAJIbHBIN CKPUHUHT Pa3BUBAETCS.

4. PaccMOTpeTh, COOTBETCTBYIOT JIM Ka-
KHe-T100 YCIOBUS-KaHIUAATHI AJI1 TeHOMHO-
ro0 CKpUHUHTA KPHUTEPHUSIM, YCTaHOBJICHHBIM
JUTSI CKPUHUHTA HOBOPOXKJICHHBIX.

CremoBarenbHO, IOCTHXKEHHS B 0O0IIa-
CTH cOOpa JaHHBIX C MOMOIIbIO T€HOMHBIX,
TPAHCKPHUIITOMHBIX, MPOTEOMHBIX U MeTado-
JIOMHBIX TIIaTOPM BBICOKOTO pa3pelieHus
CIIOCOOCTBOBANIM OTKPBITUIO OCHOBHBIX (PaK-
TOpPOB, CBS3aHHBIX C META0OIUYECKUMHU Ha-
PYLICHUSIMHU, ¥ TIPUBEIU K BMEIIATEILCTBAM,
HaTpPaBIECHHBIM HA YCTPaHEHHE OCHOBHBIX Te-
HETHUYECKUX MPHUYMH, a TaAK)Ke HA U3MEHEHUE
o0pa3a )XH3HU U PeryIUpOBaHUE PAIlMOHA TTH-
TaHus.

3axkmiouenne. I'enotun DAI saBnsger-
CsS OCHOBHBIM (DaKTOPOM, OIPEIEISIFOIINM
¢enotun  OKVY. Hnentuduxanus coexrpa
BapuaHToB reHa MAI" BaxxHa nist panHeu qu-
arHOCTUKHU, TIOHUMaHUSI MOJEKYJISIPHBIX Me-
XaHU3MOB, KJIMHUYECKOTO HAOIIOACHUS, JIe-

YCHUS U TCHCTHUYCCKOI'O KOHCYJIILTHUPOBAHUA.
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O6Hapy>i(eHHLIC BApHWAHTBI BaXHbI JJISI JaJIb- TCPUCTUKAMHU TIOJIC3CH JId TCHCTHUYCCKOI'O

HEUIIUX HCCISIOBaHUM. KOppeJ'ISILII/IOHHLII\/'I KOHCYJIbTUPOBAHUA W TO3BOJIUT TIIOJTYYHUTH

aHaJIn3 MCKAY BBISABJICHHBIMU I'CHCTHYCCKU- BA)XXHBIC AAHHBLIC IJI KaXJO0I'0 IanucHTa C

MU MYyTallusdMH U (I)CHOTI/IHI/IHGCKI/IMI/I Xapak- TOYKH 3pCHUA KOHerTHOﬁ TaKTUKKU BCACHUA.
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XULASO
Fenilketonuriya iiciin molekular sinaq vo genom skriningi

Mustafayeva K.A., Smirnova E.E.
Elmi Tadgigat Mamaliq va Ginekologiya Institutu

Agar sozlari: yenidogulanlar, molekulyar test, genom skrining.

Mogalods molekulyar test vo genom skriningin shomiyyastindon bshs edilir. Miixtalif etnik
gruplarda neonatal skrininq zaman1 askar edilmis fenilketonuriyali xostolordo fenilalanin hidroksilaz
genini miioyyon edon todgigatlarin naticalori togdim olunur. Qeyd olunur ki, fenilalanin hidroksilaz
geni fenilketonuriyanin fenotipini toyin edon osas amildir. Fenilalanin hidroksilaz gen variantlarinin
spektrinin miioyyon edilmasi erkon diagnostika, molekulyar mexanizmlorin daqiqlosdirilmasi, klinik

nazarat, miialico va genetik konsultasiya ii¢lin vacibdir.
SUMMARY
Molecular testing and genomic screening for phenylketonuria

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

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 presented. It is noted that the gene phenylala-
nine hydroxylase is the main factor determining the phenotype of phenylketonuria. Identification of
the spectrum of phenylalanine hydroxylase gene variants is important for early diagnosis, understand-

ing of molecular mechanisms, clinical follow-up, treatment, and genetic counseling.
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