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Ilpogeoden cenemuyeckuli CKpUHUHZ HEOOCMAMOYHOCIU AMUHOKUCIOMbL PEHUNANAHUH
cpeodu HoBopodCcOeHHbIX 2opoda Baxy. [Juasnocmuposano 4 ciyuas 2oMo3ueoOmHO20 COCMOsi-
HUsL N0 OeheKMHOMY 2eHy (DeHUIKeMOHYPpUU y HOBOPOICOEHHbIX. AHANU3 Yembipex pooocios-
HbIX NOKA3AA KPOGHOE POOCMBO MedHCOy POOUMeNamMU HOBOPoxcOeHHbIX. [lonyuennvle pe3yinb-
mamul 2eHEMUUEcK020 CKPUHUHSA NAMON02UHECKO20 2eHA (DEHUTKEMOHYPUY NO3680IAM 6pPa-
yam neouampam C80e8pemMeHHO npo8ooUmy jiewerue O0abHbIX Oemell 00 NPOAGIEeHUSA KIUHUKU
3a001e6aHUsL.

KiroueBble ciioBa: peHUIKeTOHYpHS, (DeHUITATAHNH, HOBOPOXKICHHBIN, T€HETHUECKNH
CKPHHHHT, POJIOCJIOBHAs, POOAHI,.

Oenunkeronypus (PKY) — Tsoxenoe HacinencTBeHHOE 3a00JIeBaHUE, KO-
TOpOE XapaKTEPU3YETCs TIIABHBIM O0pa30M MOPAKCHHEM HEPBHOW CHCTEMBI,
HACTYTAIOLIUM BCJIEACTBHE BPOXKJIEHHOTO AedekTa (hepMeHTa, OTBEUAIOIIETO
B OpPraHM3ME YeJIOBeKa 3a HOpMaIbHBIA OOMEH OJHOW W3 HE3aMEHUMBIX aMU-
HOKUCJIOT — (peHMIIaIaHWHa, BXOSIIEro B cocTaB Oenka. B pe3ynpraTe mMyTa-
[[UU T€Ha, KOHTPOJIHMPYIOMIETO CHHTE3 (eHWIATaHUHTUIPOKCUIIA3bl, pa3BUBa-
eTcsi MeTabonrvecKkuii OJIOK Ha dTamne MpeBparieHus: (peHuIalaHnHa B THPO-
3WH, BCIIEACTBHE YEr0 OCHOBHBIM ITyTeM mpeobpa3oBaHus (eHUTalaHuHA CTa-
HOBUTCS JI€3aMUHUPOBAHUE U CHHTE3 TOKCUYECKUX IMPOU3BOJHBIX — (heHWII-
MUPOBUHOTPAHON, (PEHUIMOIOYHON U (EeHMITYKCYCHOH KHciaoT. B kpoBu u
TKaHSIX 3HAYUTEIIPHO yBEIMYHMBAECTCS cojaepxanue ¢enunananuHa (mo 0,2 r/n
u 6onee ipu Hopme 0,01-0,02 r/m) (1,3).

Jnst muarHoctuku OKVY, Bcex HOBOPOXKIEHHBIX OOCIEIYIOT MO CHEIH-
QJIBHBIM MPOTpaMMaM CKPUHUHTA, BBISIBJISIOIIECTO MOBBIIICHHE KOHIIEHTPAIIUN
dbeHmnanaHuHa B KPOBH YK€ B IEpBble HeNeNU KU3HU. CKPUHUHUPYIOIIKE
TECTBI JIOJDKHBI OBITh MPOCTHIMH, HEAOPOTUMH W HH()OPMATHBHBIMU. DTHM
TpeOOBaHUSM OTBEYAIOT METObl, HUCIOJb3yEMbIe IJIsi paHHEW JMarHOCTUKU
®OKYV: 1.mMukpobuonorunueckuit Tect ['atpu, 2. MeTo (HII0OPECIUPYIONIUX aH-
tuten, 3. mpoba PenvHra Ha GEHUIMTUPOBUHOTPATHYIO KUCIOTY B MO4Ye (TpHU-
OaBlieHHE HECKOJBKHUX Kamenb 5% pacTBOpa TPEXXJIOPHUCTOTO >Kejle3a M YK-
CYCHOM KHMCIIOTHI K MOY€ OOJHLHOTO MPUBOAMT K MOSIBICHUIO 3€JICHOW OKPACKU
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MsTHA HA MEJICHKE) U 4. METOJI TOHKOCTIOWHOM XxpoMaTtorpaduu (2, 6).

[Tpu moarBepknennn nuarnoza @KV peGeHOKk mepeBoAuTCsS Ha MCKYCCT-
BEHHYIO JUETY, OCHOBY KOTOPOW COCTABIISIFOT Oe3(heHMITalaHMHOBEIE TIperapa-
ThI (4). IIpu cBOEeBpeMEeHHOM Hauajie JiedeHus Oe3(eHmIaIaHMHOBOW JTUETOH B
TIEPBBIE MECSIIBI y JIETEH, TOMO3UTOTHBIX TI0 TeHY HEIOCTATOYHOCTH (peHMIIa-
JAHUHTUAPOKCUIIA3bl, HE OTMEYAEeTCs] HUKAKUX KIMHUYECKUX MPU3HAKOB 3a-
JIEPKKH TICHXUYECKOT0 U u3uueckoro pa3sutus (5). OTcrona siCHO, HACKOJIBKO
Ba)KHA paHHSISI TMATHOCTHUKA 3a00JIeBaHUsL.

MarepuaJj ¥ MeTOAbI HCCJICI0BAHUI

HccnenoBanuss mpoBefcHbl B POAWIBHOM OTAeleHUU LleHTpanbHOU
Bonsuuner Hedrsasaukos.

Jia nuarnoctuku @KV cpeayr HOBOpOKIEHHBIX Mbl HCIIOJIB30BAJIH MPO-
Oy denuHra m MeToj] TOHKOCJIOWHON XxpoMartorpaduu. s 3TOro ucmoas3o-
BaJIM MOYY U KallWJUIAPHYIO KpoBb 1827 HOBOpokIeHHBIX. JlnarHoctuky KV
Ha YPOBHE MOYM MpoBOoAWIN Mpoboit denuHra, Ha ypoBHE CHIBOPOTKU KPOBH
METOZOM TOHKOCIIOWHOM Xpomarorpaduu. KamwmnspHas KpoBb, B3siTas U3
nanbla (WM U3 MATKH — Y HOBOPOXKJIEHHBIX) YKOJIOM, HEMEJIEHHO ITPOMOKa-
eTcs MpSIMOYTOJIbHBIME Kyckamu (7x1,8 cm) xoporo abcopoupytomieit Gpuibt-
poBanbHOM Oymaru (Barman 3MM). KpoBp coOupanmu Ha Oymary B BHJE
JUCKPETHBIX TATEH (TOMOTEHHO MPOIUTHIBAIOMIMX OyMary ¢ JBYX CTOPOH)
auaMeTpoM 15MM; OT ogHOTO 0oOciemyeMoro Opaiau TpH Takux msTHaA. Kax-
Iyt0 OyMakKy INpeBapUTEeIbHO MOJMUCHIBANIH, a TIOCHIE B3STHS KPOBH — IPO-
CYIIMBAJIU B MOJBEIIAHHOM IOJIOKEHUU MpU KOMHATHOU Temnepartype. Cpok
XpaHeHus: 00pa3uoB He Oosee 2-3 Heaelb.

CrnenraJibHBIM TTPOOOWHUKOM M3 Ka)XJ0ro oOpa3siia BEIOMBAIU JBa KPO-
BAHBIX JIUCKAa AMaMeTpoM 12mm (TpeThe mATHO pe3epBHOE). Kaxaplil kpoBs-
HOM JIMCK MOMEIIANU B CTEKJISTHHBIA IUIUHAPUIYECKUN MUKPO-CTaKaHYUK BMe-
ctumocThio 1 M 1 3anuBanu 100 MK cMecH, 3I0upyoNell aMUHOKHUCIIOTHI:
95% sTaHo, TMCTWIIIMPOBAaHHAS BOJa B cOOTHOIIEHUHU 57:43 (o o6bemy). 40
MKJI 3J10aTa (COOTBETCTBYeT 40MKI 1EThbHONW KPOBH, 00pa3yroliel JUCKpeT-
HO€ MATHO JUaMeTpoM 12 MM) HaHOCST Ha CTapTOBYIO JIMHUIO XPOMATOTrpaM-
MBI MUKPOIUIIETKOM, HO HE IMOJIOCKOM, a MATHOM, JUAMETP KOTOPOTO HE J0JI-
’KEH MPEBBIIIATh 8§ MM. AMHHOKHCIIOTHI 3JIFOUPYIOT ¢ 000MX KPOBSHBIX JUCKOB
Ka)K70ro o0pasla OTJAENbHO UM 3JIH0aThl HAHOCAT Ha JIBE XpOoMaTorpaMMsl. J{is
okpacku ucnonb3oBasu 0,2% pacTBOp HUHTHIPUHA B allETOHE.

Jlnst mpaBUIIBHOM MHTEpIIpEeTaluy XpoMaTorpaMM HeoOXouMa MOCTaB-
Ka KOHTPOJIEH: a) CTaHIapTHAs CMECh aMUHOKHUCIIOT TTO3BOJISIET UASHTU(DUIIH-
pOBaTh Ha XpOMATOrpaMMe KaKAyl0 aMHUHOKHCIOTY HCCIeayeMoro oopasiia;
0) HOpMabHBIN 00pa3elr] KPOBU TOW K€ BO3PACTHOM TPYIIIBI MO3BOJSET BbI-
SBUTh, KAKUE AMUHOKHCIIOTHI (TOYHEE, HUHTUAPUH—PEArupyroIue CoeauHe-
HUS) IPUCYTCTBYIOT B UCCIIEyeMOM 00pa3slie CBEPX HOPMbI U Kakue U3 HOp-
MaJIbHO TPUCYTCTBYIOLIMX UMEIOTCS B 00Jiee BBICOKOM, YeM B KOHTpOJIE, KOH-
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LEHTpaluu (CpaBHEHME TUIOLIAM U MHTEHCUBHOCTU OKPACKU MSTHA KaXIOU
aMUHOKHCIIOTHI B KOHTPOJILHOM U HCCIIeTyeMOM o0pa3iax).

Pe3yabTaThl M MX 00Cy:KIEHUE

Cxpununr @KV, npoBoaumMblii HaMu B Moue cpeau 1827 HOBOPOXKIEH-
HBIX, MIO3BOJIMJI y YETBEPHIX OOHAPYKUTH Ha IMEJICHKE MSATHA 3€JIEHOTO 1IBETa,
9TO XapakTepHO N reHHoro nedekra npu @KV, 3eneHblil BeT NOSBISETCS
Ha MecTe KOHTaKTa Mpoosl denuHra 1 MoYu HOBOPOXKAEHHOTO.

Jnist monTBepKICHUST TUarHo3a ObLT TIPOU3BEIICH 3a00p BEHO3HOM KPOBH Y
ATUX HOBOPOXKJCHHBIX U MPOBEAECHA TOHKOCIOMHAs XpoMaTorpadusi ChIBOPOTOY-
HBIX aMHMHOKHCJIOT. BO Bcex deThpex Cilydasx MO0 CPaBHEHUIO C KOHTPOJIBHOU
rpynIoi Habmoamu 3HaunTebHOe yBenmmdyenrne ypoBHs DOKY. Cnekrpodoto-
METPUYECKOE OTpeIeieHHe YPOBHEH (peHMIIalaHWHA CPEe HOBOPOXKAECHHBIX C
TIOJIOKUTENTLHON peakiei Ha mpoOy demrHra mokaszaino Cleayrolye pacnpeae-
JICHUSI: HOBOPOXJIEHHBIN oT Marepu M.A. — 0,18 r\i1; HOBOpOXIEHHBII OT Mate-
pu KJIL. — 0,15 r\ir; HoBopokaeHHBI oT MaTepu A.A. — 0,13 r\i1 1 HOBOPOXK/IEH-
HbIil oT Matepu P.A. — 0,19 r\n. Ha pucynkax 1, 2, 3 u 4 npencraBieHbsl pojio-
CJIOBHBIC HOBOPOXICHHBIX C UarHoctupoBanHon (popmoit ®KVY. Bo Bcex ueThi-
pex ciyyasx poJUTEIN HOBOPOKAECHHBIX COCTOSUIM B KPOBHOM pozcTBE. B cembe
M.A. cynpyru uMenau KpOBHOE POJICTBO BTOPOM CTENEHHU, MapajuieIbHBIA THII;
MaTepu KOTOPBIX SBISUTUCH POIHBIMU CECTPAMU. Y UHUTHIBas TOT ()aKT, 4TO HOBO-
POXKACHHBIM OT MaTepu M.A. IMeeT TOMO3UTOTHYIO (hopMy 110 1e(heKTHOMY TeHY
OKY, poaureny sBIAIOTCS F€TEPO3UTOTAMU.
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Puc.1. PogocinoBHast ceMbl HOBOPOXKIIEHHOTO mpobansa oT Matepu MLA. ¢ DKVY.
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Ha pucynke 1 mpeacraBineHa pogociioBHas ceMbu mpobanna M.A. B ye-
Thipex mokoJjieHusx. [Ipobann M.A. (IV-3) HOBOpoXIeHHas JeBOYKAa POJIU-
Jack OT KPOBHOPOJICTBEHHOTO Opaka Mexay Opaunoi mapoit - III-1 (orem) u
III-2 (MaTp), KOTOPBIE ABISAIOTCS TBOIOPOJAHBIMU cuOcamu. PoguTtenn mpobaH-
na ML.A. ABJISIIOTCA IeThbMH ponHBIX cectep. CiegoBaTensHO, mpobany ML.A.
pOIMIICS OT KPOBHOPOJCTBEHHOrO Opaka BTOpPOM CTENeHH, MapaiedbHOro
tuna. [lo Bcelt BeposTHOCcTH maTonorudeckuii reH ®KY poaurenn npobanma
M.A. yHacienoBajii OT MaTepeil — reTepo3uroT narojgorndyeckoro rena GKY.

Ha pucynke 2 npezacrasiena pogociioBHas cembr npobanaa K.JI. B atu
nokoneHusx. [Ipo6ang K.JI. (V-2), Takske HOBOpPOKJIeHHAs I€BOYKA POJIUIACH
OT KPOBHOPOJICTBEHHOTO Opaka TPOIOPOAHOTO THIA MEXay OpauyHOW mapoi -
IV-1 (otem) u IV-2 (MaTh), KOTOpBIC SBIAIOTCS TPOIOPOAHBIMH cHOcamMu. Y
poauteneir mpobanga K.JI. memymku siBisitoTcs ponHBIMU OpaThsiMH. bpax
TPOIOPOJIHBIN, TN TapayuienbHbii. CiaenoBarenbHo, npodana K.JI. poxunacek
0T KPOBHOPOJICTBEHHOTO Opaka TpeThell CTEeNeHH, MapauleIbHOTro TUMa. AHa-
13 ponociaoBHoM cembr K.JI. moka3piBaeT, 4ToO MO BCEM BEPOSATHOCTU MATOJIO-
ruueckuii TeH @KV poaurenu npobanaa ynacnenoBanu ot aexymek (11-2, II-
3) — rerepo3urot naronorudeckoro rea GKV.
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Puc. 2. PonocnoBHas ceMbU HOBOPOKAECHHOTO npodanaa ot marepu K.JI. ¢ DKV,
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Ha pucynke 3 npencrasieHa poJociioBHas ceMbH mpobanma A.A. B ye-
TeIpex nokosieHusX. [Ipobann A.A. (IV-3) HOBOPOXIEHHBIN MaIbYUK POJIUII-
Cs1 OT KPOBHOPOJACTBEHHOI0 Opaka Mexy Opaunoii napoit - I1I-1 (oten) u III-
2 (MaTb), KOTOPBIE SIBISIOTCS JTBOIOPOIHBIMH cubOcamu. Poaurenu mpobanma
A.A. sBastorcs netbmu poanoro 6para (I11-1) u cectprr (I11-2). CnenoBarens-
HO, ipoOana A.A. poaAnJICs OT KPOBHOPOJCTBEHHOTO Opaka BTOpPOH CTeleHH,
nepekpectHoro Tumna. [1o Bcelt BEpOsATHOCTH aHAIU3 POJIOCIOBHOM MOKa3bIBa-
eT, uto maronorudeckuii reH ®KY pomurenu npobdanma A.A. yHaciemoBain
oT cBoux poxutenei. Orer; npodanga ot ceoero otua (II-2), mate npobanna
ot cBoeil marepu (II-3), koTOpbIe TIO BCell BEPOATHOCTHU SBISIOTCS HOCHUTEINS-
MU (reTepo3uroramm) narosiornyeckoro resa PKV.
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Puc. 3. PonocnoBHas ceMbr HOBOPOKACHHOTO Tipobanma ot Martepu A.A. ¢ DKYVY.

Ha pucynke 4 npeacraBieHa poIociIoBHas ceMbH npobanaa P.A. B niatu
nokoneHusix. [Ipobang P.A. (V-2), HOBOPOXICHHBII MaJlbUYUK POJIUICS OT
KPOBHOPOJICTBEHHOTO — TPOIOPOJHOTO Opaka. bpak Mexay JBOIOPOAHBIM M-
nert (II-1) u mnemsaannen (IV-1). V poguteneit npobanma P.A. nemymku
ABISIIOTCS poaHbiMu OpaThsimu. Otery (I1I-2) otia mpobaHaa SBISETCS POTHBIM
oparom aexymiku (II-3) matepu mpobanga. bpak TporopoaHBIN, THUIT Mapal-
nenbHbIl. CrenoBarenbHo, npodana P.A. poausncs oT KpOBHOPOJICTBEHHOTO
Opaka TpeTheil cTeneHu, napamiensHoro Tuna. [1o Bcelr BEpOSITHOCTH ATOJIO-
rudeckuii reH @KV npobany yHacneaoBan oT aenayniku mo otiosckoi (11-2) u
npanenymku (11-3) mo MmaTepuHCKOM JIMHUN.

Takum 00pa3zom, aHaIU3 YETHIPEX POJOCIOBHBIX C TOMO3UTOTHOM (hop-
Moi matosiorndeckoro rena ®KVY y HOBOpPOXKIEHHBIX MOKa3al KPOBHOE pOI-
CTBO MEXIy HX poauTensmMu. KpoBHOE poACTBO BTOPOIl M TpeTheil CTEMeHH,
KaK MapajuieJIbHOro Tak U MEepeKpPecTHOro Tuna. B onHoOM citydae TporopoiHo-
rO POJCTBa Opak ObLT 3aKJIFOUEH MEXIY JBOIOPOIHBIM JSICH U MIICMSHHHUIICH.
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CrnenoBarenbHO, BO BceX ciydasx HaOmonanu 3pGeKT poJoHayaIbHHUKA.
Bonbiioe 3HaueHue UMeeT crielualbHOE HAOII0/IEHUE 32 CEMBSMHU pHUC-
Ka, T. €. 32 TAKUMU CEMbSIMHU, IJI€ YK€ UMEIUCh JETU C (PEHUIKETOHYpPHEH.
HoBopoxxaeHHbIe 13 3TUX ceMel JOKHBI OBITh MOJABEPrHYTHl 0053aTEILHOMY
OMOXMMHMYECKOMY 00CIIEIOBaHUIO U IIPU MOKA3aHUAX K paHHEMY JICUEHHUIO.

.
z

Puc. 4. PonocnoBHas ceMbi HOBOPOXK/IEHHOTO TipoOanaa ot Matepu P.A. ¢ ®KYVY.

Brenpenune nporpaMM MaccOBOrO CKPHMHMHIA HOBOPOYKIAEHHBIX WUIPAET
BAXHYIO pOJib B paHHeM BbIsiBiecHMM DKY u CBOEBpeMEHHOM Ha3HAYECHHU
JIUeTOTepanu. BpIsBIEHHE W JIEUEHHE JETe MO MpOorpaMMaM MacCOBOTO
CKPUHUHIA TAKXKE MO3BOJIAET NMPEAYIPEAUTH PA3BUTUE TXKEIIONW TICUXUYECKOU
WHBAJIUIHOCTH.

Taxkum oOpa3om, 1O JaHHBIM MPOBEIEHHOTO T€HETUYECKOTO CKPUHHUHTA
MATOJIOTUYECKOTO TeHa (PEHUITKETOHYPUH B MOYE U B CHIBOPOTKE KPOBU HOBO-
POXKICHHBIX T. baky yCTaHOBIEHO HAJIMYUE MATOJIOTMYECKOTO reHa (eHHIIKe-
TOHYpPHUHU, YTO Ha MPAMYIO CBSi3aHO C AanbHeHmMu HapymeHusimu [[HC,
MPUBOJSAIIMMYU K IMCUXUYECKUM HapyleHusaM y aerei. [lomydeHHbie pe3yiib-
TaThl TEHETHYECKOTO CKPUHUHTA MATOJIOTUYECKOT0 reHa ()eHUIKETOHYPHUH T10-
3BOJISIT BpadaM IeauaTpaM CBOEBPEMEHHO MPOBOJIUTH JI€UEeHUE OOIBHBIX Je-
Tel 10 MPOSIBICHUS KIMHUKU 3a0o0seBaHus. CBOEBPEMEHHOE MEIUKO-T€HETH-
YECKO€ KOHCYJbTHUPOBAHUE CEMEN C HAIMYHMEM MATOJOTMYECKUX T'€HOB — TeTe-
PO3UTOTHOTO HOCUTENIbCTBA TeHa (DEHUIIKETOHYPHH Y CYNPYTOB C LEJBIO MPO-
(UITAKTUKU TOMO3HTOTHOTO COCTOSIHHSI y pebeHka kpaifHe HeoOxomumo. Pe-
KOMEHJIyeTCSl IIPOBEICHUE MPEHATaIbHON JTMAarHOCTUKU IMATOJIOTMYECKUX Ie-
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HOB Yy IIJIOJ]a B IEPBOM TPHUMECTPE OEPEMEHHOCTH.
[Ipennaraercs ucnons3zoBanue JIHK auarHocTuku [uisi nmpeHaTaabHOU
JMarHOCTUKU (PEHUIKETOHYPHH B CEMbSIX BBICOKOTO PHUCKA.
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YENIDOGULMUSLARDA FENILKETONURIYANIN GENETIK SKRiNiNGi
R.F.MOMMODOVA, M.S.BABAYEV
XULASO

Baki gohorindo yenidogulmuslar arasinda fenilalanin amintursusunun ¢atismazligimimn
genetik skriningi aparilmisdir. 4 halda fenilketonuriya defekt genin homoziqot formasi askar olun-
musdur. Yenidogulmuslarin ailo socarasinin tohlili onlarin valideynlori arasinda gan qohumlugunu
gostormigdir. Fenilketonuriya patoloji geninin genetik skriningin noticalori hokimlora xasto usaq-
larmn xastaliyin klinikasi {izo ¢ixmamis, vaxtinda miialicesine imkan yaradacaqdir.

Acar sozlor: fenilketonuriya, fenilalanin, yenidogulmus, genetik skrining, ails sacarasi,
proband.

GENETIC SCREENING OF PHENYLKETONUREA AMONG NEWBORNS
R.F.MAMMADOVA, M.Sh.BABAYEV
SUMMARY

The genetic screening of phenylalanine aminoacid deficiency has been carried out among
newborns in Baku city. Four cases of homozygous condition on faulty gene phenylketonurea
among newborns have been diagnosed. Due to the analysis of four lineage structures, the con-
saguinity between the parents of every newborn has been detected. The results obtained from the
genetic screening of pathological gene of phenylketonurea allow pediatricians to provide timely
treatment of little patients until clinical presentations become apparent.

Key words: phenylketonurea, phenylalanine, newborn, genetic screening, lineage
structure, proband.
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