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OCHOBHAS XAPAKTEPUCTHUKA PABOTbI

AKTyaJBHOCTH TeMbl. [IporpamMMa npoQuIakTHKH BPOXIECHHBIX M Ha-
CJIEZICTBEHHBIX 3a00JIeBaHUI TODKHA 0a3UPOBATHCS HA JAHHBIX O 'Tpy3e" Ha-
CIIEJICTBEHHOH MAaTOJIOTUH, KOTOPBIH B 00001IeHHOM Buze cocrasiser 30-60
Ha 1000 xuBopoxeHHBIX. [Ipr 3TOM B CTPYKType HacleACTBEHHBIX 00Je3-
Hel 70 TSHKeNbIX (PopM MaToJIOrHU cocTaBisieT okoio 2% (Bononun H.H.,
2008). B cBsi3u ¢ HEBO3MOKHOCTBIO TTOJTHOTO MU3JIEUEHHUS U YaCTO IPOrpeccu-
PYIOIIUM XapaKTepOM BPOKICHHBIX U HACJIEACTBEHHBIX 3a001€BaHUHA OCHOB-
HBIM HalpaBJieHHeM B OOppOe ¢ HUMU sBIIsieTcs MX npoduiaktuka. Cymiect-
BYET HECKOJIbKO OPTraHW3allMOHHBIX (GOpM MPOQUIAKTHKN BPOXKJIEHHBIX U Ha-
CIIEAICTBEHHBIX 3a00seBaHuil. Cpeiu HUX 0co0ast poib MPUHALIEKHUT FCHETH-
YECKOMY CKpPUHHUHTY HacleACTBEHHBIX 3aboneBanuil (Levy H.L., Albers S.,
2000; Hoeukos I1.B., 2006; Baxapnosckuii B.I'., l'opoynosa B.H., 2007;).

IIpumeHsieMble TEXHOJIOTMU AJS CKPUHUHTA HACIEICTBEHHBIX 3a0oeBa-
Huit (H3) u BpoxxaeHHbIx nopokoB pazButus (BIIP) pazHooOpa3HbI - OT HHTH-
6urtopHoro tecta I'aTpu anst auarHoctuku ¢erunkeronypun (OPKV), nauano
IMPUMEHEHHUS] KOTOPOro BOCXOAUT K 1950 IT. 10 TaHIEMHOH Macc-CHEeKTpo-
Mmerpurt (TMC) 1 MOneKyJIsipHO-TeHETHYECKMX METOIO0B JUIi MHOTHMX MOHO-
TeHHBIX M XpOMOCOMHBIX 3a0oneBanmii (Guthrie R., 2002). OcHoBHas 11e1b
IpOrpaMM MacCOBOTO IPOCEHBAHUS HOBOPOXKJCHHBIX HAa HACICICTBCHHBIC
00JIe3HN - paHHEE BHIBIICHHE 3a00JICBAaHMS HA JOKIMHUYIECKOH (IOCUMITO-
MaTHYECKOi) cTaauu u opranuzanus jieuenus (bapammes F0.U., 2004).

JJ1s CTpaH ¢ pa3BUTHIM 3]PaBOOXPAHCHHUEM IPHHATO CUUTATh, YTO MACCO-
BOE NPOCEMBaHNE HOBOPOJK/ICHHBIX HY)KHO IIPOBONTb JIUIIB JUISl HECKOJIIBKUX
6onesneil: 310 OKVY, BpoXKACHHBII MMIOTHPEO3, BPOKACHHAS TUIEPILIA3HsI
HAJAMOYCYHHUKOB, TajlakTe3eMusi, MYKOBHCLUA03 M Tajmaccemus (/{ro0koBa
T.I1., 2008).

@KV u BpOXACHHBIN TUIIOTHPEO3 - CaMbl€ YACThIE M3 TEX HAPYIIECHUH,
IpU KOTOPBIX cIabOoyMHe pa3BUBACTCS B MOCTHATAIBHOM MEPHOAE U MOXKET
OBbITh NMPEJOTBPAILEHO IIPU CBOEBPEMEHHOM NTUarHocTuke u geueHuu. Cneny-
€T OTMETUTH TOT (AKT, YTO TEHETHUECKUI CKPHHUHT TaKUX HACIIEICTBEHHBIX
3a001eBaHUN KaK T'HIIOTUPEO3, (DEHMIKETOHYpUs, TeMOIVIOOMHONATHH U Je-
¢unura pepmeHTa rimoko30-6-pocharaeruaporenassl (I6P/1) B KoMIIEKCe
cpeau HOBOPOXKAEHHBIX peclyOnuku He mposeeH. CenoBaTenbHo, U HE U3-
BECTHBI pealibHbIC X YaCTOTHI BCTpeuaeMocTu B AzepOaiimkaHckoil Pecmy0-
JIIKE.

Hesb ¥ 3a1a4u UccIeJOBAHUA. YUUTHIBAsl BBIIIEC H3JI0XKEHHOE LIENbIO
HAalllUX HCCIIE0BaHUH SBUIOCH BBISBICHHE M M3yYeHHE FeHEeTHYECKOH rere-
POTEHHOCTH, PAcIpOCTPAHEHHOCTU HACJIEACTBEHHBIX 3a00JE€BaHUM: TMIOTH-
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peos, remorinobuHonaTtuit, nedumura depmenta '6D/ u deHunkeronypun
cpeau HOBOPOXKJCHHBIX I. baky u pa3zpaboTka eAnHOI MPOrpaMMBbl UX CKpU-
HUHTA.

JUIs TOCTMXKEHHUS BbIIIE TOCTABIEHHOHM IeMu ObUIO MJIAHWPOBAHO pellle-
HUE CIEAYIOIUX 3a/1a4:

1. YcTaHOBUTH YAaCTOTY BCTPEUAEMOCTH TMIIOTUPEOUAN3MA HA OCHOBAHUU
U3MEHEHUs ypoBHA TUpeoTponHoro ropmona (TTI);

2. BBISIBUTB 9aCTOTY BCTPEYAEMOCTU IeHa ()CHUIKETOHYPUU CPEeIU HOBO-
POXJICHHBIX;

3. OnpenenuTs 4acTOTy BCTPEUAEMOCTH HACIEACTBEHHBIX T€MOITIOOMHO-
HmaTUi, B YaCTHOCTU OeTa-TalacCeMHUH CPEIU HOBOPOXKACHHBIX U B Clydae
BBISIBJICHUS YCTAHOBUTH TUII MyTallly;

4. YCTaHOBUTH YacCTOTYy BCTPEYAaeMOCTU M THUIN MYTAalUU NpU AehHULIUTE
akTUBHOCTH (hepmeHTa '6D /] y HOBOPOXKICHHBIX;

5. Pa3paboTats enuHy0 MporpaMMy IeHETHYECKOro CKpUHHHIa Hauboiee
YaCTO BCTPEUAIOLMXCS HACIIEACTBEHHBIX 3a00JICBAHUN CpeI HOBOPOXKIECHHBIX
Azepbaitmxanckoil Pecrryomuku.

Hayunasi HoBu3Ha padoThl. BriepBeie Hamu pa3padoTaH «l eHeTuuecKuit
MAcIopT HOBOPOXKJEHHOI0», BKIIIOUAIOIINI Hanboiee 4acTo BCTPEUAIOLTHECS
HacJIe/ICTBEHHBIE 3a00JI€BaHUS KPOBU M METa00IN3Ma, paHee PETUCTPUPOBAH-
HBIE Cpely HaceleHus AsepOaiifxaHa. YCTaHOBICHO CTaTHCTHYECKH JIOCTO-
BEpPHOE U3MEHEHHE 3HAYEHUsI TUPEOTPOITHOTO ropMoHa y 2,25% o0ciiejoBaH-
HBIX HOBOPOX/ICHHBIX.

YcTaHOBJIEHA T€HETHYECKasl IPUPOJA FEMOTUTUIECKOH OOJE3HU y HOBO-
POXJICHHBIX, cBA3aHHAs ¢ AeduiuroM pepmenta ['6D/]. Unentudumposano
JiBa (peHOTHUIA JJIs1 TEMU3UTOTHOM (hopMBI eduiuta hepMEeHTa Y MaTbUUKOB!
IredJ1 «+» denorun (77,8%) u 6D/ «-» denorun (22,2%).

WnentnduimpoBaHo ABa TUIA MyTAI[UK I'eHa -TalacCeMUU Yy HOBOPOXK/ICH-
HBIX: 3aM€Ha HyKJI€OTH/Ia aJICHUH Ha HYKJICOTH ] I'yaHuH B 110 mo3urmu nepsoro
untpoHa (IVS-I-110, A-G), a Takxke 3aMeHa HYKJICOTHA aJICHUH HA TyaHWH B
MO3ULUM OAWH BTOPOro MHTpoHa B-riobunHosoro rexa (IVS-II-1, A-G).

Pe3ynbTaThl HcCIEIOBAHUM MO3BOJAT ONPEACTUTh 00BEM I'€HETUYECKOTO
Ipy3a HACJIeAICTBCHHBIX 3a00JIeBaHMH B TOMyNALuH. Bce moiydyeHHBIE pe-
3yJAbTaThl NMOMOTYT CHELUANUCTAM pPa3paboTaTh MyTH UX MPO(PUIAKTUKU B
BUJI€ IPEHATAIbHON TUATHOCTUKH, & TAKKE BHIYUCIUTH 00BEM MEIULIMHCKOIL
MIOMOIIY OOJNBHBIM JIETSIM.

IIpakTHyeckasi 3HAYNMOCTb. C y4eTOM pPErHOHAIBHBIX OCOOCHHOCTEH
JUIS. CBOEBPEMEHHOTO BBISIBICHUSI Hau0oJIee 4YacTO BCTPEUAIOLIUXCSA HACHe/-
CTBEHHBIX 3a00JIeBaHUI Cpel HOBOPOXKJICHHBIX PECIyONIMKU pa3paboTaHa u
UCTIOJIb30BaHa MPOrpaMMa, BKIIFOUAIOIIAs TEHETHUECKYIO TAaCIOPTU3AIUIO0 HO-
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BOPOXKJICHHOr0. briarogaps AaHHOI CKPUHUHTOBOM NPOrpaMMe BBISBICHBI Ta-
KHE Hacle[CTBEHHbIC 3a00I€BaHUs METa0O0IM3Ma KaK (PEHUIKETOHYPUS U T'H-
MOTUPEO3. BBISIBICHBI reTepo3UroTHEIE HOCUTENN: allb(a-TagacceMuu, OeTa-
TalacCeMUH, 'eHA CEPIIOBUIHOKIETOYHOCTH, reMoriobuHa D, a taxke He-
JOCTaTOYHOCTh (pepmenTa ['6D/].

Pe3ynbTaThl CKpUHMHIA HAHOCSATCS Ha CIIEIHAIBHO MTOTOTOBJICHHBIE (hOp-
MBI - «['eHeTH4yecKuil MacnopT HOBOPOXKAECHHOI0» U BBIJAIOTCS POJUTENAM
IpU BBIMUCKE HOBOPOXKJIEHHOr0. Ha OCHOBaHMHM BBISIBIGHHOTO HapyILIEHUs Y
HOBOPO>KICHHOTO B CNEIUAIM3UPOBAHHBIX JETCKUX MEIUIMHCKUX Y4peskiae-
HUSIX MOXKHO IIPOBECTH CBOEBPEMEHHOE JIEUCHHUE WM Ke MPO(PUIAKTUKY 3a-
6oJieBaHMUS.

Jis mpenoTBpalleHys B JaJbHEHIIEM MOBTOPHOTO POXKICHUS OOIBHOTO
peOeHKa ¢ JaHHOM MaToJIOTHEH CIIeyeT MPOBECTU PETPOCIEKTUBHOE METUKO-
TEHETUYECKOE KOHCYJIBTHPOBAHUE C IMOCIEAYIOIIEH MpeHaTalbHOH AUarHo-
CTUKOM B JaHHOH CeMbE, YTO MO3BOJIUT 3HAUUTEIBHO CHU3UTH POXKIAEMOCTD
JeTeil ¢ HacneACTBEHHBIMU 3a00I€BaHUSIMHU.

OCHOBHBIE 110/105KeHNs], BBIHOCHMbIE HA 3aLIUTY.

1. Hannune rumoTtupeonu3Ma y HOBOPOXKIEHHBIX I. baky.

2. Hanuuue MyTaly TalnacCeMHUU U aHOMAJIBHBIX T'€MOTJIIOOUHOB Y HOBO-
POXIICHHBIX T. baky.

3. Bnusanue neduiura aktusHocTH pepmenta ['6MD /] Ha reMOIUTHUECKYIO
00JIe3Hb Y HOBOPOXKJICHHBIX.

4. Hanmune mytanuu (peHWIKETOHYPUH Y HOBOPOXK/JICHHBIX T. baky.

Anpo6anus pe3yabraroB. [lo MaTepuanam auccepraiuu Omy0IHKOBAHO
8 meyaTHBIX paboT, U3 HUX 5 cTareil u 3 Te3uca. OCHOBHBIE MOTOXKEHUS AUC-
CepTaLlMOHHON PabOTHI TOJIOXKEHBI U 00CYKAECHBI HA MeXTyHapoAHOH Hayu-
HOIi KoH(epeHIMHu, mnocesmeHHon 100-netuto akagemuka ['.Anuesa (baky-
2007 r.); Ha PecmyOnukaHcKol HayqHOH KOH(EepeHLnH, MOCBSIIEHHON §5-TH
neruto I'.A.Annesa (baky-2008 r.); Ha MexayHapoaHON Hay4HOI KOH(EepeH-
I[UH, MOCBSIIEHHOH «MOHOT€HHBIM, XPOMOCOMHBIM M BPOXICHHBIM ITOPOKAM
pasButusy, baky-2011 r.; Ha pacumpeHHOM 3acefaHun kadeaps! «I'eHeTnku
Y DBOJIIOIIMOHHOTO yueHus», baky-2015r.

CtpykTypa n 00beM quccepTanuu. Jluccepranus COCTOUT U3 BBEACHMUS,
0030pa JIuTepaTyphl, OMUCAHUS MaTepHaia 1 METOJIOB UCCIIEIOBAHUS, TT1aBkI,
MOCBSIIEHHON H3I0XKEHUIO PE3yNbTaTOB COOCTBEHHBIX 3KCIEPUMEHTAIBHBIX
UCCIIEIOBAHUM U UX 00CY>KIEHHIO, 3aKIIOUCHHUS, BHIBOJOB U CIIHCKA IIUTUPYE-
Moii TuTepaTypbl. PaboTa u3noxena Ha 135 cTpaHuIlaX KOMIBIOTEPHOTO TEK-
cTa, comepxut 10 Tabmun u 9 pucyHkoB. CHHCOK JUTEpaTypbl COCTOUT U3
210 HanMeHOBaHHUI.



MATEPHAJI U METO/IbI UCCJIEJOBAHUSA

Marepuan cobpan B ponwibHOM otaeneHuH LleHTpanbHON BonbHHUIBI
Hedtsanuxos ¢ 2003 mo 2006 rr. O61iee 41ciao HOBOPOXKICHHBIX - 128 Manb-
ynkoB 1 139 neBouek. Beero obcnenoBano 267 HOBOpOXKIeHHBIX. KpoBb At
aHaM30B B KonmuecTBe 1-1,5 My Opanu B MUKpONpOOUpPKH SIMIEHA0Pd, CO-
nepokamue aHTUKoarystHT O/ITA B TeueHue 72 4acoB MOCIHIE POXKICHHUS.

KonuuecTBeHHBIN aHAIN3 TUPCOTPONHOIO TOPMOHA (TUPOUJI-CTUMYIIHU-
pyromuit ropMoH) npoBoauiu Ha npudope «Personal Laby (I'epmanust) ¢ uc-
nonp30BaHueM peakTuBoB Adaltis pupmer «Humany» (Mranus) ummyHodep-
MEHTHOT'O aHaN3a. ANMapaT U PeaKTUBBI PACCUMTAHBI JJIsI aBTOMATHUECKOTO
aHaIM3a THPOUA-CTUMYJIUPYIOIIEro FTOPMOHA.

Jis AMarHOCTHKM HACJEICTBEHHBIX I'€MOITIOOMHOMATUI HCIIOIB30BAIU
aQHATUTHYECKUH METOJ N30JIEKTPO(POKYCUPOBAHHUS HA MONHAKPUIAMHUIHOAM-
(OMMHOBBIX TIACTHHKAX. AHATUTHUECKMH METOJ| M303JEKTPO(OKYyCHpOBa-
HUS - HauboJee TOUHBIA AIEeKTPOoPOopeTUIECKUil METOI, MO3BOSIOMINN ObICT-
PO IMarHOCTUPOBATh HACIEACTBEHHbIC TemoriobuHomatuu. C TOMOIIBIO
JAHHOTO METOJ[a TeMOTJIOONHBI YelNOBeKa MOXKHO Pa3JeiUTh Ha CICAyHOIIue
BoceMmb (ppakuuit: HbA,, HbA,., HbA,, HbF,, HbF,, meTremornobun u nse
¢bpakuy NPOMEXYTOYHOTO MeTreMoriodouHa. CremoBaTelbHO, aHAJIUTHUe-
CKUIl METOJ M303JIEKTPO(YOKYCHPOBAHUS UMEET OOJIBIINE JUArHOCTUYECKUE
npeumymectsa (Dacie S.J.et al.,1999).

Jis uaeHTHU(UKALUY TUIIA MyTaluil B-TaracceMUH METOJIOM BBICOKOTEM-
HepaTypHON aenb-crnenuprueckoll aMau(UKaIMu UCIOIb30BAIN CICTYIO-
M€ CHHTETHYECKHE ONMIOHYKIEOTHAHbIE 30Habl: 1. B °- TVS-2-1 (T-A),
2. B °-kodon 8 (-AA); 3. B - IVS-1-110 (T-A); 4. B °-kodon 8/9 (+T);
5.B - IVS-1-6 (T-IT) u 6. B - IVS-1-5 (I'-1I). BricokOTEMIIEpaTypHYIO
aJeNnb-CIenUpUIECKyI0 aMI(UKAIINI0 MPOBOJWIM Ha aMIUIM(UKATOpe -
Thermal Cycler BioCycler TC-S ¢pupmel Amersham (CIHA).

JJis IMarHOCTHKM TIIOK030-6-pocdaTaeruiporeHa3Hoil HeI0CTaTOuHO-
CTH UCIIONIB30BAIH MeTo] (uitoopecuupyronux nareH (E.Beutler, 2002). Otor
TecT ocHOBaH Ha ¢umoopecueHunu HADP-H mox Bo3aelcTBueM ydel uc-
TOYHHKA, JAIOIIET0 CIUIONIHOM yIbTpa(uOIeTOBBIi CIIEKTP.

Huarnoctuky ®KVY Ha ypoBHe Moum mpoBoaunu mpoOoit denuHra, Ha
YPOBHE CBIBOPOTKH KpPOBU METOOM TOHKOCIIOHHON Xxpomartorpaduu (Dacie
S.J.et al.,1999).

Cratuctuyeckuil aHanu3 (CHOTUIMHMYECKUX U TEHHBIX YacCTOT HACIE[CT-
BEHHOM IaTONOTUM MPOBEJCH C HCIOIb30BAHUEM OOILEIPHHSTHIX METO/IO0B
(JIn 4.,1979).



Taxoke, A1 CTATUCTHYECKOH 00pabOTKH SKCIEPUMEHTAIBHOI0 MaTepuasa
ucnonb3oBanu nporpamMmy BoxBenkin2F. Ilporpamma obecrieunBaer mo-
CTPOEHUE pacyEeTHON MaTpUIlbl, pacyeT K03(h(HUIHEHTOB ABYX (PaKTOPHOM MO-
JIeI ¥ TIPOBEACHHE PETPECCHOHHOIO aHajih3a C NMPOBEPKOH aJeKBATHOCTU
Mojenu (o kpurepuro duiiepa), a TakkKe BEIUUCICHUE HEBS3KU MEXAY JIaH-
HBIMHU 3KCHEPUMEHTA U MOJYYEHHBIMH IIPU HCIIOIb30BAHUM MOJETH PE3yiib-
TaTaMu. OTINYUTENIBHON 0coOeHHOCThIO Tporpammbl BoxBenkin2F aBnsercs
rUOKMIA aNropuTM yAalieHUs] He3HaYalux Kod((UIIMEHTOB U3 MOJIENH, pea-
JIM30BAHHBIA B BUJIE Pa3BEPHYTOT0 JUAJIOra ¢ HEOOXOAUMBIMU KOMMEHTapUsI-
MU, TIOMOTAIOIIUMH TIOJIb30BATENI0 NMPUHATH PEIIEHHE O 3HAUYMMOCTH KO3(-
¢unuenra. Ilporpamma obecrieunBaeT HarlIsJHOE MPECTABICHUE PE3yibTa-
TOB PAacUeTOB Ha KAXJIOM U3 ITANOB BHIUUCICHUI.

SKCIIEPUMEHTAJIbBHAS YACTb

«I['eHeTn4ecKuii MACHOPT /LIS HOBOPOXKAEHHBIX». MBI B CBOMX HCCIIENO-
BaHUSIX 33/IAJIMCH LIENBI0 cO3/1aTh «l €HeTHUEeCKHii MacmopT HOBOPOXKIACHHBIX)
JUTSL HOBOPOKACHHBIX A3epOaiikaHa ¢ y4eTOM Pe3yJIbTaTOB MPEAbIAYIINUX MO~
MYJSIIMOHHO-TEHETUYECKUX uccienoBanmii. B «['eHernyeckuil macnopt HOBO-
POXIEHHBIX» BKIIIOUEHBI JIBE TPYIIIIHI HACIEICTBEHHBIX 3a00IeBaHuU:

1. T'eneTnyeckue HapylUIeHHUs, KOTOPbIE UMEIOT Hauboiee BHICOKYIO BCT-
peuaeMocTh CpeAr HACEICHUsl PEeCcIyONNKH. DTO HACIEICTBEHHBIE ['E€MOTIJIO-
OMHOMNATHH, BKIIOYAIONINE O~ U [-TajJacceMHUH, CTPYKTYPHO-aHOMAaJbHbIE Te-
MOTJIOOMHBI; TEMOTJIOONH S (T€H CeprnOBUAHOKIETOYHOCTH), TeMOTIO0UHT D),
remorsiobun C, remorno6ud E; meTremornoOMHEeMIH, BKIIIOYAIOIIME METTe-
MOTJIOOMH W TPOMEXYTOUHbIe (hpakiu METTeMOrIo0MHa; HEI0CTaTOYHOCTh
sputpouuTapaoro ¢epmenra I'6@/]. Bee Bblle nepedyucieHHbIE T'eHETHYe-
CKHE HapyIIEHUs JIOBOJIHHO YaCTO BCTPEUAIOTCS CpPEeAM HaceIeHUus peciyo-
JIUKU.

2. Bropas rpynmna HaclieZICTBEHHBIX 3a00JI€BaHUH, BKIIFOUEHHBIX B «I eHe-
TUYECKHIi MacnopT HOBOPOXKACHHBIX» - HACIIEACTBEHHbIE 3a00JI€BaHM s, KOTO-
pbI€ BCTpEUaroTCs ¢ OJMHAKOBON YAaCTOTOH Cpeau HaceIeHUs 3eMHOro mapa.
K Takum HaclieZICTBEHHBIM 3a00JI€BaHUAM OTHOCATCS: TUIIOTHUPEOTU3M U (he-
HUJIKETOHYPHSI, TUaTHOCTUPYIOIas HapyIlIeHue aMUHOKHCIIOTHOTO 0OMEHa, B
YaCTHOCTH aMHUHOKHCIIOTHI (peHUIIaNIaHNH. | TMKOJIM3UPOBAHHBINH TeMOTJIO0NH
A\, UCTIONB3YyeeTCs MPH AUArHOCTUKE caxapHoro Auadera 1 tuna. Beero npu
COCTaBJICHUH T€HETUYECKOI0 MacIopTa /Uil HOBOPOXKIEHHBIX OBUIM HCIIOJIb-
30BaHbl OJIMHHA/LATH HACTEICTBEHHBIX HapylleHud. «['eHeTHueckuii mac-
MOPT HOBOPO>KACHHBIX» MPEJCTaBIEH Ha puc.l.
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GENETIK ARAYIS N
Verilir
yenidogulmugun anasmm adi, soyadi va atasmin adi
Doguldugu tarix
ondan 6tari ki, ona
tarixdon asagida gostarilon analizlor

kegirilmisdir:

1. Irsi hemoglobinopatiya:
o g-talassemiya (HbH)

o f-talassemiya
e aypara sakilli anemiya (HbS)
e anormal HbC

e anormal HbD

e anormal HPE

o methemoglobinemiya (MetHb)
2.Hemoglobin A;.HbA;.)

3.G6FD

4. Tireotrop hormon (TSH)

5. Fenilketonuriya (FKU)

Qeyd:

Morkazi klinik — diagnostiki
laboratoriyanin miidiri

GENETIK DATA Mo
Given to

‘name, sur name & father s name of newborn's mother)

Born on
about carried out analysis on the
date

1. Inherited hemoglobinopathies:
o g-talassemiya (HbH)

o f-talassemiya
o sickle-cell anemiya (HbS)

e abnormal HbC

e abnormal HbD

e abnormal HbE

o methemoglobinemia (MetHb)
2. Hemoglobin A;.HbA;.

3. G6FD

4. Thyroid Stimulating hormone (TSH) _
5. Phenylketonuria (FKU)

Notice:

Head of Central Clinical-
Diagnostic Laboratory

Puc. 1. I'enemuueckuii Racnopm HOB0POHCOCHHDIX.

Kak BuiHO U3 prCyHKa, BHYTPEHHSS YaCTh T€HETUYECKOTO MaclopTa COCTaB-
JieHa Ha JIBYX f3bIKaX; Ha MEPBOW CTPAHUIIE MPEICTABICH HOMEP T€HETHUECKOTO
nacropra, ¢paMmiIns UM U OTYECTBO MaTepu (POXKEHHUIIb) HOBOPOXKACHHOTO
(oif), maTa pOXKICHUS, IEPEUeHb aHATIM30B, IPUMEYaHUE U GaMUITUs U UM Py-
KOBOJUTENS LEHTPaIbHOW KITMHUKO-THArHOCTHYECKON J1a00paTOpHH.

[TepBas crpaHuia HamMcaHa Ha a3epOaiikanckoM si3bike. Ha BTOpo# cTpa-
HUIIEe TPEACTAaBIEHO TOXKE CaMOe TOJIKO Ha aHTJIMICKOM s3bIke. Ha TUTyIbHOM
JIUCTE TPEICTABIEHO (JOTO HOBOPOXKICHHOrO ¢ HAAMUCHIO «MeHIIObYIMYIITYH
JEHETHK NacnopTy». ManbpunkaM npeaocTaBisieTcss «[ 'eHeTH4ecKuii macmopt
HOBOPO>KICHHBIX» B CHHEH, IEBOYKaM B KPAaCHOU OOJIOMKKE.

Pe3yabraThl CKPMHUHIA YPOBHS THPEOTPONHOr0 ropMOHA Y HOBOPO-
JKIeHHbIX. HamMu mpoBeeH CKpPUHHMHT YpPOBHSA THUPEOTPOIHOTO TOPMOHA B
CBIBOPOTKE KPOBHM HOBOPOXAEHHBIX T. baky. [[nst aToro ncnosias3oBaHa BEHO3-
Hasg KpoBb 267-U HOBOPOXAEHHBIX. [lokazaTenu HOPMBI COIAEpXKaHUS TH-
PEOTPOMHOTO TOPMOHA B IJIa3Me KPOBU COCTABIISIIOT Y HOBOPOIKJIEHHBIX -
ot 1,1 no 17 MmEn\n, y B3pocusix 0,30-3,00 MEn\x.
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3abop KpoBUM IJIsl HCCIIEOBAHUI MPOU3BOIUIN Ha 3 CYTKH TOCIE PO-
KIAEHUS HOBOPOXIEHHOTO. Cpasy K€ BBIACISIIN CHIBOPOTKY U MPH IPO-
BEJICHUU OTCPOYEHHBIX MCCIEIOBAHUN CBIBOPOTKY 3aMOpPa’KUBAJIN B MO-
pO3UMIIbHUKE XONoAMIbHUKA. CBIBOPOTKY OTTaWMBalld OAWH pa3 IMepen
MPOBEJEHUEM HCCIEJIOBAaHUN. YPOBEHb THPEOTPOIHOIO TOPMOHA HU3Me-
pANU AU ONpeNleNIeH sl TUIIEP - U TUMO(QYHKINHU IUTOBUIHON KeNe3bl y
HOBOPOXJEHHBIX. MHOTHE aBTOpHI MOJIAaraloT, YTO TUPEOTPOIHBIA TOp-
MOH - Hau0oJiee YyBCTBUTEIbHBINA TECT U3 UCIOIB3YEMBIX B TUATrHOCTHKE
3a00JeBaHUH MUTOBUTHON KEJIC3bI.

Omnpenensinu yposeHb TTI' B kpoBH, B34TOIl B mepBbIe 3-5 THEN XKU3HU.
IIpn oOveHb HU3KUX WU BBICOKHX 3HaueHMAX ypoBHs TTI Tect moBTOpsIIH.
ITpu yposae >10 MExa\n npoBepsian JOMONHUTENBHO JIAOOpaTOpHBIE MOKa3a-
Tenu (QYHKIUM OIUTOBUIHOM Kelle3bl U COBETOBAJM MaTepu OOpaIiaThes K
Bpady NeauaTpy IMOCJE BBIMUCKK U3 POIUIBHOrO qoma. Pe3ynabTaThel CKpu-
HUHTa TpecTaBeHbl B Tadnuie 1.

Taonuya 1. Pe3ynvmampl 2eHemuuecko20 CKpUHUH2A ZUNOMUDPE03a
cpeou HOBOPOIHCOCHHBIX

yposnu mupeompontnozo zopmona (mEo\n)

0-1,0 1,0-1,5| 1,5-2,0 | 2,0-3,0 | 3,0-4,0 | 4,0-4,5 | wu BbIIIE
Komriecrso 32 88 85 37 14 5 6
HOBOpO)KﬂeHHI)IX
Tucno % 11,98%| 32.95 | 31.83%| 14.85% | 5.24% | 1.87% | 2.25%

Kak BugHO u3 Tabnuupl, HaOmromanu MmonanbHoe pactpexnenenue TTT.
HaubGonblee KOMUYECTBO HOBOPOXKAECHHBIX UMENIO YPOBEHb THUPEOTPOITHOTO
ropmoHa B npenenax - 1,0-1,5 mEng\t u 1,5-2,0 MEx\n, 88 HOBOpOMXKIEHHBIX
(32,95%) u 85 noopoxaenusix (31,83%) cocrapnsiu 64,79% ot Bcex moa-
BEPXKEHHBIX K CKPUHHUHTY HOBOPOXKJECHHBIX. 32 HOBOpOxJeHHBIX (11,98%)
HMMeNH yPOBEHb TUPEOTpOIHOro ropmona B npeaenax 0-1,0 MEg\n. Haunnas
¢ 2,0-3,0 MmEx\n  nabnrogany yMeHbIIEHHE YMCIIa HOBOPOXKAEHHBIX, 00JIa-
JABIINX BBICOKMMH KOHIIEHTpanusmu ropmona: 2,0-3,0 MEx\i - 37 HoBOpOX-
nennbix (14,85%), 3,0-4,0 MEx\n - 14 noBopoxkaeHHbIX (5,24%), 4,0-4,5
MEn\n - 5 noBopoxaeHHsix (1,87%) u Boiie 4,5 MEa\1 - 6 HOBOPOXKIEHHBIX
(2,25%). YcTaHOBIEHBI TUMO- U TUTIEPYHKIUS UTOBUHON JKENEe3bl, UYTO Ha
IpSMYIO CBSI3aHO ¢ AanbHeiimumu HapymeHusiMu LIHC y nereid.

ITporpammoil MaccoBOro CKpUHUHIa TMIOTHPEO3 BBISBISETCS HE Y BCEX
MOPa’KCHHBIX HOBOPOXKIECHHBIX. Kpome Toro, MHOTHE JeTH He ObUTH BOBJIEUE-
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HBl B NpOrpaMMy cKpHHMHra. ClemoBaTelbHO, PEKOMEHAYIOT BpadaM Ipu
BBISIBJICHUN y JAeTeH XOTs Obl OHOTO CHMITOMAa T'HIIOTHPEO03a HEMEIEHHO
MPOBOJUTE OIMpEJCICHUE MapaMeTpoB (PYHKIMOHATIBHOW aKTUBHOCTU IIUTO-
BHJTHOH JK€JIE3bL.

INomyueHHbIe pe3yabTaThl TeHeTH4eckoro ckpuHunra TTT mo3somsr Bpa-
4aM TeauaTpaM CBOEBPEMEHHO MPOBOAUTH JIEUEHUE OOJBHBIX AETe 10 Mpo-
SIBJICHUS KIIMHUKU 3a00JIeBaHHUS.

Crarncrudyeckasi 00padoTKa NOJIy4eHHBIX Pe3y/1bTaTOB 3HAYEHUH TH-
peoTponHOro ropmoHa. Jlrobast oTpacib COBPEMEHHOH HAayKH CTpEeMHTCS,
KaK MpaBUIO, BEIPA3UTh BCKPBITHIE €10 O0BEKTUBHBIC 3aKOHBI B (hopMe MaTe-
MaTHYECKOH MOJIENH, T. €. B BUJIE TEX MM UHBIX COOTHOIIEHUH MEXTy MOoKa-
3aTENSIMH, XapaKTEPU3YIOIUMH Pa3IMUHbIC CTOPOHBI MO3HAHHBIX SBICHHMH.
Taxyto MoJenb OINpeeSICHHBIX COOTHOIIEHUH MEXIy MOKa3aTeIsIMU Ha3bIBa-
10T (PYHKIMOHAIBHOH 3aBUCUMOCTBI0. CyIIHOCTE €€ MPOSIBIISICTCS B TOM, UTO
Ka)J0¢ U3MEHCHHUE 3HAYCHUSl OJHOTO IOKa3aTells 3aKOHOMEPHO BBI3BIBACT
COOTBETCTBYIOII[EE U3MEHEHUE U APYTOro Mokaszaresns. 3HaHue (PyHKIIMOHAIb-
HON 3aBUCHMOCTH TO3BOJISIET MPEICKA3bIBATh 3HAUCHMSI 3aBUCHUMON BENHYU-
HBI ((PYHKIUH) IPU JIIOOOM 3HAYEHUU «YTPaBIISIOIIEI €10 BETUYUHBI (apry-
MeHTa). OTCrofla BBITEKAeT NMPAKTUYECKass M HaydHas IEHHOCTb (hYHKIHO-
HaJbHBIX MOJIEJIEi: OHU MO3BONSIOT NMPEACKA3bIBaTh X0/ OMUCHIBAEMOTO0 UMHU
IpolLecca, YIpaBJIsTh 3TUM IIPOLIECCOM.

ITpunumas 3a Xy KOJIMYECTBO HOBOPOXKICHHBIX, 3a X, YMCIEHHBIA IIPO-
LeHT, JeneHHbd Ha 100 - cocTaBuM TaONMIy 3aBUCHMMOCTH TOKazaTelei
(YHKIIMOHHPOBAHUS Ipolecca. Yo, BBIUUCISIEM KaK CpelHee apu(MeTHue-
CKO€ M3 3KCMEPHUMEHTANIBHBIX IOKa3aTenel, MIpUBEACHHBIX B pabouel Terpa-
qu. Ipu 3TOM noy4yaeM cieIyoulyro Tadaumy:

Tabnauya 2. 3aeucumocms noxkazameineii YyHKYUOHUPOBAHUA NPOYecCa.

X, X, XX, X? X2 Y

32 0.11985 3.8352 1024 0.014364 0.872
88 0.32959 29.0040 7744 0.108690 1.254
85 0.31835 27.0597 7225 0.101346 1.786

37 0.13857 5.1271 1369 0.01920 2.397
14 0.05243 0.7340 196 0.00275 3.478
5 0.01873 0.09365 25 0.00035 4.260
6 0.02247 0.13482 36 0.000505 6.31
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Ha ocHOBaHMM 3KCIIepUMEHTANIFHBIX JIaHHBIX OblIa pelleHa 3a/1a4ya CTaTh-
CTHYECKOTO HCCIIeI0OBaHMUs 3aBUCHUMOCTEH IOKazaTeliel, XapaKTepH3upyro-
mas $yHKIMOHMPOBAaHHUE Tpoliecca. BrIOpaHHBIE Ui SKCIIEPUMEHTa YPOBHU
(hakTopa, BEIpaXkKAIOTCS B KOAUPOBAHHBIX BETMYMHAX U COOTBETCTBYIOT +1 1 -1.
OT unucna ypoBHeil 3aBUCUT 00BEM 3KCHEpHUMEHTa U 3(h(HEeKTUBHOCTh OMTH-
MU3aLINH.

Pe3yabTaTbl reHeTHYECKOI0 CKPHHHUHIA HACJEICTBEHHBIX IeMOIJIO0-
OMHOMATHi cpeaIM HOBOPOKIEHHBIX. J{JIs1 onpeeseHns 4acTOThl BCTpeyae-
MOCTH HacJeJICTBEHHBIX TeMOTIOOMHONATUH Cpeii HOBOPOKACHHBIX MBI HC-
MOJIb30BANIM AHATMTUYECKUNA METOJl M303JIEKTPO(OKYCHPOBAaHUS HA TMOJIMAK-
priiaMuHO-aM(ONIMHOBBIX MIacTHKax ¢ pH 3,5-9.5 u 5,5-8,5.

AHaIUTHYECKHI METOJT N303JIEKTPO(OKYCHPOBaHUS HA TIOTHAKPUIAMU/I-
HO-aM(onuHOBBIX TutacTUHKax ¢ pH 3,5-9,5 u 5,5-8,5 mo3BossgeTr pazaenuts
reMoJIM3aT, MPUTOTOBJIEHHBINH 13 KPOBH HOBOPOXKJCHHBIX Ha CIIEAYIOLINE Je-
BSTh reMorjo0nHoBbIX ¢pakimii: HbA1l, HbAlc, HbA2, HbA3, HbF1, HbF2,
METTeMOTJIOONH, IPOMEXYTOUHBI METTeMOrJIOONH (B BUIE NBYX (paKIIHii).
Haubonee anogneim siBisercss HbA3, xatoqueim HbA2. OT aHoza k katomy
reMOorfioOMHOBbIE (pPaKLMK PACIONOXKEHBI cienyromuM obpasom; HbA3,
HbAlc, HbAl, HbF1, HbF2, npomexyTOUHBIiI METTeMOrI00UH, METTeMOr-
nobuH u HbA2. Anomaneasiii HbS (ceprnoBuaHOKIETOUHOE HOCHUTENBCTBO),
HbD pacnonaraercst mexxay ¢paxnusmu remorsioonnos HbF1 u mpomexy-
TOYHOro MeTreMmorjioonHa. AnomanbHbii HbE pacnonaraerca mexmy ¢pak-
LIUAMU TPOMEKYTOYHOT'O METTEMOTTIOONHA U METTeMOTJIOOMHA. AHOMATBHBIN
HbC pacnonaraercst Ha ypoBHe MUHOPHOM (hpaxkunu HbA2 .

B tabnune 3 mpencraBieHbl pe3ysbTaThl TEHETUYECKOTO CKPUHUHTA KPO-
BH HOBOPOXKJICHHBIX HA HACJIEJCTBEHHBIE TeMOTTIOOMHOIIATHH.

Tabnuya 3. Pe3ynvmameol 2enemuuecko2o CKpUHUNHZA KPOGU
HO60POMCOEHHBIX HA a- U f-manaccemuu

KonuuectBo 0-TAJIaCCEMHs B-Tamaccemust
HOBOPOXICHHBIX 4UCII0 % YUCII0 %
267 4 1,498 3 1,123

I'eHeTHYECKMI CKPUHUHT KPOBH HOBOPOJK/IEHHBIX HA HACIIECTBEHHBIE I'e-
MOTJIOOMHONIATHH MO3BOJIHMI HICHTH(UIMPOBATh Y 7-MH HOBOPOXKICHHBIX U3
267 o0cle0BaHHBIX T€TEPO3UTOTHOE HOCUTENBCTBO TAJlaCCEMUi: y 4-X BBI-
SIBUJIM O-TAJIACCEMUIO M Y 3-X HOBOPOJKIEHHBIX P-TajacceMHIO ¢ ()eHOTHITH-
yeckoii yacroroit 1,498% u 1,123%, COOTBETCTBEHHO.
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Y 3-x pa3sHOMNONBIX J€Teil BBISIBICHO T'E€TEPO3UTOTHOE HOCUTENHCTBO
CTPYKTYpHO-aHOMAJbHBIX TeMoriaobunos tuna HbS u HbD: 2 cnyuas ¢ cep-
MTOBUIHOKJIETOYHBIM HOcHuTenbcTBOM (HbS) u onun ciywait ¢ HbD.

Ponmutenn HOBOPOXKAEHHBIX C CEPIOBUAHOKIETOYHBIM HOCUTEIHCTBOM
obutn Beixoauamu u3 llleku-3akaransckoit 3onbl (Lexu, Kabana u Orys).

Pe3yabTaTbl MoJIeKYJsIpHOIi AuarHocTu rena f-ramaccemmum. J{is
UAEHTU(UKAIIUY TUIIA MyTalui [B-TaJacceMHUu U3 BEHO3HOH KPOBU 3-X HOBO-
POXJICHHBIX C JUAarHO30M I'eTE€PO3UrOTHAs OeTa-TajJacceMus U UX POTUTENeit
BoIAeNsM reHoMHyto JIHK, 3areM naTaktHOCTE reHoMHON JTHK anamusupo-
BalK 3JIEKTPO(Ope30M Ha arapo3HbIX IUIACTMHKAX. Tum Myrtanuu [-Tanmac-
CEeMHHU OIpENeNIsIM METOJOM BBICOKOTEMIIEPATYPHOH aiieib-crenuduyiec-
Kol ammupukaruu. s 3TOro UCHONIB30BAIM CIEIYIOUINE CHHTETUYECKUE
OJIMTOHYKJIEOTUIHBIE 30HIBI (mpaiimeps): B°- IVS-2-1 (I-A), B°-kodon 8
(-AA); B~ IVS-1-110 (T-A); B°-kodon 8/9 (+T); p-IVS-1-6 (T-I) u P'-
IVS-1-5 (I'-LD).

Kaxnpiit o6paszen; JJHK, BbIeneHHbIN U3 KPOBU HOBOPOXKJCHHBIX THOpH-
JU3UPOBAIU C TpaiiMepaMu B OTIEIbHOCTH. M3 mecTu 06pa3nos mpaitMepoB
JUIS ABYX MOJYy4eH IOJIOKUTENbHBIH curHan. CienoBaTenbHO, WIACHTU(UIN-
pOBaHO JiBa TWUIIA MyTallMu JJIs TeHa [B-TajacceMuu: 1. 3aMeHa HyKJIEOTHAA
TyaHWH Ha HYKJIEOTUJ aJICHUH B 1 MO3UIMU BTOPOTO - OOJIBIIOrO HHTPOHA [-
r106MHOBOrO TeHa ¢ penorunom P °-ranaccemuu - B °- IVS-2-1 (I-A) u 2. 3a-
MEHa HYKJICOTHJIa TyaHUH Ha HYKJIeoTun ajeHuH B 110 mosuiuu nepsoro -
MaJlor0 MHTPOHA P-TNIOGMHOBOrO reHa ¢ (DEHOTHIIOM P -TazacceMuu - P -
IVS-1-110 (T-A).

Puc. 2. Inekmpogpopezpamma IIL]P ouaznocmuxu ¢
mymauyueii - °-1VS-2-1(T-A). Ilonoxcumensnolii cuznan
noyuen 011 00H020 00pazua noo Ned.
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Ha pucynke 3 mpexacrasiena snextpodoperpamma I[P auarHocTHKH ¢
MyTalueil 3aMeHa HyKJIeOTH7a 'yaHWH Ha HYKJICOTUJ aJICHUH B 1-0# mo3u-
UM BTOPOTO - OOJIBIIOrO MHTPOHA [B-rJI00MHOBOrO reHa ¢ pexorunom B°-
tanaccemuu - B-IVS-2-1(T-A) .

Kak BuaHO 13 pucyHnka 2 u3 necsitu oopasios JJHK B oqHom citydae (Nod)
UACHTU(UIIMPOBAaHA MYTaIlUsl - 3aMEHa HYKJIEOTHJa T'yaHUH Ha HYKJICOTH]
aJicHUH B 1-0¥f MO3UIMK BTOPOTO - OOMNBIIOr0 MHTPOHA B-TTI0OMHOBOrO I'eHa C
¢enorunom B°-ramaccemun.

Bropoii Tun Mytaruu, HICHTU(QUIUPOBAHHBIN HAMU - 3aMEHA HYKJICOTH A
TyaHMH Ha HYKJIEOTH] afeHHH B 110 mo3uiuu nepBoro - Majoro UHTpoHa b-
TII0GMHOBOrO reHa ¢ (peHoTHnoM P -tamaccemun - P - IVS-1-110 (I-A). U3
necsitu obpasuos JJTHK B nByx ciyuasx (Ne2 u Ne6) unentudunupoBana my-
TaIysl - 3aMeHa HyKJIEOTU A TYaHUH Ha HyKJICOTH ] afieHuH B 110-o0i mo3unuu
TIEPBOTO - MajJoro MHTPOHA P-IJI0GMHOBOTO TeHa ¢ (eHoTHIoM [’ -Tamac-
ceMuHu. Y Tpex 0OCIeOBaHHBIX (POAUTENN) HE YIAJIOCh BBIIBUTH I'ETEPO3U-
TOTHOE HOCUTENIBCTBO B-TalaCCeMUHU.

Taxum 00pa3oM, MO JAaHHBIM IPOBEACHHOTO I€HETHYECKOTO CKPUHHHIA
HACJIEICTBEHHBIX T'€MOITIOOMHONATHH B CHIBOPOTKE KPOBH HOBOPOXKAEHHBIX
r. baky ycTaHoBlIeHO HaIM4Me MATOJOIMYECKUX T€HOB 0~ U [-TasacceMuii u
CTPYKTYpPHO-aHOMAJIBHBIX TeMOrJI00MHOB S U D, 4TO Ha HpsAMYIO CBSI3aHO C
JATbHEHIINMH HapyLIIEHUSIMA KPOBETBOPHON CHCTEMBI, MPUBO/SIIUMHU K aHE-
MuH y nereil. UnentuduunpoBansl TUIIEL MyTaruii B-tanaccemuil. [Tomyuen-
HBIE Pe3yJIbTATHI O3BOJIAT BpadaM MeJUaTpaM CBOEBPEMEHHO MIPOBOJUTS Jie-
YyeHue OONBHBIX JIETell 10 MPOSBICHUS KIMHUKU 3a00JI€BaHHUS.

Pe3yabTaThl reHeTHYECKOr0 CKPMHMHIA HACJEJACTBEHHBLIX Hapylle-
HUI 00MeHa AMHHOKHUC/I0ThI JeHNIATAHUH cPelH HOBOPO:KAeHHBbIX. MBI
B CBOMX HCCIeN0BaHUsIX A auarHoctuk OKY cpenu HOBOPOXKAEHHBIX HC-
nojib30BaIn MpoOy PdenuHra U Mero] TOHKOCIOIHOH Xxpomarorpadun. s
3TOT0 UCHOIB30BAIM MOYY U KaNMUJUISIPHYIO KPOBb HOBOPOXKAEHHOro. Jluar-
HocTuky OKY Ha ypoBHE Moun nmpoBoaunu npoboit denuHra, Ha ypoBHE ChI-
BOPOTKHU KPOBH METOJIOM TOHKOCIOHHON Xpomarorpaguu.

Cxpununr ®KY, npoBonumslit HaMu cpeau 267 HOBOPOXKAECHHBIX MO3BO-
JIMIL y IByX OOHapy>KUTh Ha MEJICHKE MATHA 3€JICHOr0 1IBETa, YTO XapaKTEepHO
quis reHHoro nedekra npu @KY. 3eneHblii 1BET MOSBISETCS HA MECTE KOH-
TakTa npoOsl DenuHra 1 MOYM HOBOPOXKAECHHOr0. J{JIsl MOATBEpKICHUS JUar-
HO3a OBLT NMpOu3BEeeH 3a00p BEHO3HOW KPOBU y 3THX HOBOPOXKIEHHBIX U
MPOBEJICHA TOHKOCIOIHAs XpoMaTorpagusi CBIBOPOTOUHBIX aMUHOKHUCIIOT. B
2-X caydasix [0 CPaBHEHMIO ¢ KOHTPOJIbHOI rpymnmnoi HaOmoany 3HaYUTelb-
Hoe yBenndeHue ypoHa OKV.
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II

III

1 2 / 3
Puc.3. Podocnosnasa cemvu HOBOPOIHCOCHHOZ0 NPOOAHOIA OMm
mamepu M.A. ¢ DKY.

CnexTpooToMeTprudecKoe ONpeieficHUe ypOBHEH (eHmIananuHa cpeau
HOBOPO>KACHHBIX C MOJOXKUTEIBHOIN peakuueil Ha npoOy DenuHra mokasaio
CIeNyIOIue pacipeaesieHns: HOBOPOXKIeHHbINH oT Mmatepu M.A. - 0,18 r\t u
HOBOPOAEHHBIH oT Matepu P.A. - 0,19 r\n. B o6oux ciaydasx pogurenu Ho-
BOPOXKJICHHBIX COCTOSJIN B KPOBHOM POZICTBE.

Ha pucynke 3 npencraBieHa pogocioBHas ceMbu podanaa M.A. B 4eThI-
pex nokonenusax. [Ipobann M.A. (IV-3) HOBOpOXKJIeHHAs AEBOYKA POJIMIIACh
OT KPOBHOPOJICTBEHHOT'O Opaka Mexay Opaunoit mapoit - I1I-1 (orer) u I11-2
(MaTb), KOTOpbIE SBISIOTCS JBOIOPOJIHBIMU cuOcamu. Pomutenu mpobania
M.A. sBistoTCs 1eThMU pOIHBIX cecTtep. CnenoparensHo, mpodbang M.A. po-
JUJICS OT KPOBHOPOACTBEHHOrO Opaka BTOPOW CTENEHH, MapalieIbHOro THIA.
[To Bceit BeposTHOCTH MaTtojoruueckuii ren @KV poaurenu npodanga M.A.
YHACJIeIoBAJIU OT MaTepeil - reTepo3uroT narojoruyeckoro reua ®KY.

IIpoGann P.A., HOBOPOXKIECHHBIN MAJIBUUK POJUICS OT KPOBHOPOJCTBEH-
HOT'O - TPOIOPOAHOTO Opaka. bpak MeXIy ABOIOPOAHBIM A€ U IIEMSHHU-
ueil. ¥ poaureneit npobanna P.A. nemyniku sIBASIOTCS POIHBIMU OpaThSIMU.
Orern oT1a MpobaHaa SIBISETCS POJHBIM OpaTOM AEAYIIKM MaTepu MpobaH/a.
Bpax TporoponHslil, THI mapaiienbHblid. CnenoBarensHo, npodang P.A. po-
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JIIICSE OT KPOBHOPOJCTBEHHOTO Opaka TPEeTheH CTENEeHM, NapaiebHOroO TH-
na. [To Bceil BeposiTHOocTH matonoruydeckuii ren @KV mpoban yHacnemoBai
oT peayuku mo ornosckoit (1I-2) u npagexymxu (II-3) mo MatepuHCKOi nH-
HUH.

Taxum o0pa3zoM, aHAIU3 IBYX POAOCIOBHBIX C FTOMO3UTOTHOH (hopMOii na-
Tosorndeckoro reia @KV y HOBOPOXkKAEHHBIX I10Ka3aJl KPOBHOE POJICTBO Me-
XKy ux poxutensMu. KpoBHOE poACTBO BTOpPOI U TpeThel CTENEHM Mapa-
JIETBPHOTO THUMA. B 0HOM cilydae TPOIOpPOAHOTO POACTBa Opak ObLT 3aKIIrO-
YEeH MEXIy ABOIOPOAHBIM Jsiael U rueMsHHUIeH. CienoBaTenbHO, BO BCEX
ciryvasix Habmonanu 3¢ ¢GeKT poioHaYaIbHUKA.

CeoeBpeMenHas quarHoctuka OKY u nepeBos HOBOPOXKIEHHOTO Ha CIie-
HUABHYI0 0e3()eHMIIANaHNHOBYIO JUETY MO3BOJIUT MPEJOTBPATHTh pa3BUTHE
TSKETIOH NCUXUUECKOI HHBANIUHOCTH.

Junarnocruka I'6@ /[ nepuunTa y HOBOPO:KAEHHBIX. Y 14 HOBOPOXXIEH-
HBIX OB MOCTaBJIEH AWATHO3 I'eMOJUTHYECKass 00JIe3Hb HOBOPOXKICHHOTO.
W3 14 HOBOPOXXKAEHHBIX C JaHHBIM JUATHO30M 9 OBLIM MaJIbUUKaMH, TOIBKO 5
JIeBOYKaMHU. Y Bcex 14 HOBOPOXKAEGHHBIX HAOIIONANH CHUIBHO BBIPAXKEHHYIO
KEATYXy C BBICOKUMHU 3HAUEHUSIMU CHIBOPOTOYHOrO OMIIHPYOHHA, BapbUPYIO-
MU B peaenax - 3,9-10,5 mr\n u 6onee, npu Hopme 1,0 Mr\i.

IIpu onpenenenun axruHocTH (epmenta ['6D/] y 14-tu HOBOpOXXIEH-
HBIX Y BCEX MaJIbUUKOB (9 MabuUKOB) U y 5-TH JI€BOYEK yJAJIOCh TUATHOCTH-
poBath nepunut Gpepmenta '6MD/I. ¥V Bcex 9 MaTbUMKOB UACHTU(PUIIUPOBAHO
TeMH3UTOTHOE COCTOSIHUE HenmoctaTouHocTH ¢epmenta ['6DJ[. 'emusuror-
HOE COCTOSIHHE HEJ0CTaTOUHOCTH (epMmeHTa 16D /] npupaBHUBAETCS K TOMO-
3UTOTHOMY COCTOSTHUIO HenocTaTouHocTH (hepmenta 6D/ y sxeHmuH. Tomb-
KO Y OJHOM HOBOPOXKIECHHOIN AEBOUKU OBLIO OOHAPYXKEHO I'ETEPO3UTOTHOE
cocTosiHUE (pepMeHTa. JonOoNHUTENbHbBIE UCCIEA0BaHNS, IPOBECHHBIE ¥ PO-
JUTENell HOBOPOXKJCHHBIX, YIUTHIBANU TeHEeTHKY ¢epmenta ['6D/]. 'emusu-
TOTBHI-MAJIBYUKH Ie()UIIUTHBIN TeH HepocTaTrouHoCcTH epmenta ['6D ]l Hace-
JIOBAIM TOJBKO OT IeTepo3UroT Martepeid. IIoBTOpHBIE HCCIENOBAaHUS KPOBU
Matepelt y Bcex 0e3 MCKITIOUEHUS! BBIIBUIIN T€TEPO3UTOTHOE COCTOSIHHUE. Y Po-
BEHb aKTUBHOCTHU (hepMeHTa BapbupoBal B mpezenax 60-80% ot HopMallbHOI
akTUBHOCTH (epmeHTa ['6D/[. Onpoc MmaTepeil MO3BONUI YCTaHOBUTH TOT
¢akT, 4TO poauTeNN OBUIM BBIXOJIAMU U3 3HAEMUUYECKUX PETHOHOB peciryo-
JIMKY, T7ie HaOMIOJaroTCsl BBICOKME T'EHHBIE YaCTOTHI HEIOCTATOUHOCTH (ep-
MeHTa ['6D/1. Oto lllexu, Caatnel, Argam, Ory3, Macasisl, Jlepuk, Actapa,
Jlenkopans, Cabupaban, lllupsan u T.x1.
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Bonee neranbHoe uccienoBaHue akTUBHOCTU (epmenta I'6DJ y 9-TH
MaJbYUKOB C TEMHU3UIOTHBIM HOCHTENBCTBOM, MTO3BOJIMIIO HAM HUICHTU(UIIH-
poBatb n1Ba ¢peHorumna: 3to 6D/ (-) u ['6D/] (+). B nepBom cinyuae - [6D /]
() y 2-yx manpuukoB (22,22%) Habmoganu MONHBINA NedunuT depMeHTa
I'6d/1. JlanHblif (QEeHOTHN C TOJHBIM OTCYTCTBHEM (DepMEHTa HA3BIBAIOT
Ired 1 «0O»-dpenorumn.

Bo BTOpOM ciydae y ceMu ManbuukoB (77.77%) HabMOAaNN OCTaTOUHYIO
aKTHBHOCTb (pepMEHTa ¢ BapbupoBaHueM akTUBHOCTH OT 10 mo 30% ot 06-
el HOpMasbHON akTUBHOCTH (pepMeHTa. DTOT (heHOTHN O00O03HAYAIOT Kak
I'6d [l «+»-penorun.

VY NATH HOBOPOXKAEHHBIX AEBOYEK C IETEPO3UTOTHBIM AehHUIUTOM (ep-
MeHTa Habmoaanu 60-80% akTUBHOCTH OT HOPMAJbHON aKTUBHOCTH (hepMEH-
Ta.

Taxum 00pa3oM, MpHU CKPUHUHTE KPOBU 267 HOBOPOXKAEHHBIX y 14-TH
ynanoch BeIABUTH Aeuuut ¢pepmenta 6D (5,24%). denotunuyeckas yac-
ToTa JAeduiuTa PepMeHTa cpe HOBOPOXKJICHHBIX MAaJIbUUKOB - T€MHU3UTOT
coctasuina -7,03%. @eHorunuueckas yactora Aepunura GpepMeHTa BhIsSBIE-
Ha Ha OCHOBaHMU 00ciieioBaHus 128 HOBOPOXKJCHHBIX MaJIbUHKOB.

Ha ocHoBanuu ob6cnenoBanusi 139 HOBOPOXKAEGHHBIX J€BOYEK (hDEHOTHUIIHU-
yeckast yactoTa aedunnra ¢pepmeHTa coctaBuia - 3,60%.

Iony4eHHBIE pe3ynbTaThl IOMOTYT CHEIUAIUCTaM pa3paboTaTh IMyTH UX
Npo(WIAKTUKH B BHJE NPEHATAJIbHON JUArHOCTUKH, a TakKe BBIYHMCIUTH
00bEM METUIUHCKOM MTOMOIIY OONBbHBIM JETSIM.

BBIBO/IbI

1. Bnepsble Hamu pazpaboTaH «['€HEeTHUYECKUH TaclopT HOBOPOJXK/ICHHO-
roy, BKJIIOYAIONIMH HanboJee 4acTo BCTPEUAOLINECs HACIeICTBEHHbIC 3a00-
JIeBaHUS KPOBU U MeTabo/IM3Ma, paHee PeruCTPUPOBAHHBIC CPEAN HACEICHUS
AzepOaiimkaHa.

2. YCTaHOBJIEHO CTaTUCTUYECKU JOCTOBEPHOE M3MECHEHHE 3HAUEHUS THU-
peoTpornHoro ropMoHa y 2,25% obcine1oBaHHbIX HOBOPOXKJICHHBIX.

3. YcraHoBNeHbI (pEHOTUIIMYEKHE YaCTOTHI MAaTOJIOTMUECKUX I'€HOB O U -
TaJlacCeMUil M MAEHTU(PHIIMPOBAHBI CTPYKTYPHO-aHOMAJIbHBIE T€MOTIIOOMHBI
tuna S u D, a Taroke ciryyan MeTreMOorJIoOMHEMUIA.

4. VpeHTH(UIIMPOBAHO BA THIA MyTallUU T'eHa -TanacceMuH y HOBOPO-
KJCHHBIX: 3aMEHa HYKJICOTH/Ia T'yaHUH Ha HyKJIeoTux ajeHuH B 110 nosunun
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nepsoro uatpoHa (IVS-1-110, G- A), a Takxke 3aMeHa TyaHWHa Ha aJIeHUH B
MO3ULUH OJIUH BTOPOTO MHTpOHA P-rnoduHoBoro rexa (IVS-II-1, G-A).

5. BbIABIGHBI U YCTAHOBJIEHBI TCHOTUIIB! (DEHUIKETOHYPHUU Y HOBOPOXK-
JICHHBIX U UX POAUTEINCH.

6. YcTaHOBIIEHAa TeHETHYECKasl IPUPOJIA TEMOJIUTHUECKON OO0JIC3HU y HO-
BOPOXJICHHBIX, CBA3aHHAA ¢ Aedururom pepmenta I'6D/].

7. WpentudunupoBaHo JBa (HeHOTUNA Ui TeMU3UTOTHONH (OpMBI aedu-
uuta ¢pepmenta ['6D]] y manpunkos: 6D/ «+» penotun (77,8%) u ['6D]]
«-» (enoru (22,2%).
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Rana Firudin q1zz1 Mommoadova

BAKI SOHORINDD YENIDOGULMUSLARDA TIREOTROP HORMON
SOVIYYOSININ, Q6FD FERMENT CATISMAZLIGININ VO
B-TALASSEMIYALARIN DASIYICILIGININ GENETIK SKRININGi

Xiilasa

Yenidogulan kdrpalorin genetik skirininginin asas moqsadi ondan ibarotdir
ki, anomaliyalar simptomatik olana qodor agkar edilsin, bels ki, preventiv
milaliconi aparmaq miimkiin olsun, he¢ olmasa els bir miialico ki, dogrudan
da bu miialice xastaliyin simptomlarinin agirliq soviyyesini asag salsin. Bela
skrininq els pozulmalar {iglin aparilir ki, onlar miialicays tabe olur.

267 yenidogulmig arasinda apardigimiz genetik skriningin naticolori
«Yenidogulmusun genetik pasportuna» salinmugdir. Bu pasport Azorbaycan
ohalisi arasinda avveller on ¢ox qeyde alinmis gan ve metabolizm irsi xasto-
liklorini nazars alaraq tortib edilmisdir.

Tadqiq olunmug yenidogulmuslarin 2,25% TTH gdstaricisinin doyisikliyi
miloyyan olunmusdur. a- vo P-talassemiyalarin patoloji genlorin fenotipik
tezliklori miloyyan olunmus, S- va D-tipli struktur-anomal hemogqlobinlar,
homginin methemoqlobinemiya hallar1 agkar olunmugsdur. Beta-talasse-
miyanin iki miixtalif mutasiyas: identifikasiya edilmisdir: beta-hlobin geninin
1-ci intronunun 110-cu vaziyyatde quanin nukleotidinin adenin nukleotidi ilo
ovaz olunmasi - (IVS-1-110, G-A) va beta-hlobin geninin 2-ci intronunun 1-ci
vaziyyatde quanin nukleotidinin adenin nukleotidi ilo avez olunmasi - (IVS-
1I-1, G-A).

Yenidogulmuslarda vo onlarin valideynlorinds fenilketonuriya genin ge-
notiplori askar olunmusdur. Yenidogulmuslarda Q6FD fermentinin catigma-
mazlig1 ilo bagl hemolitik xastaliyinin genetik tabisti miloyyen olunmusdur.
Oglan yenidogulmuglarda Q6FD fermentinin hemiziqot formasi iigiin 2
fenotip: Q6FD “+” va Q6FD “-” fenotiplori identifikasiya edilmisdir.
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Mamedova Rena Firudin

THE GENETICAL SCREENING OF THIREOTROP HORMONE
LEVEL, G6FD ENZYME DEFICIENCY AND B-THALASSEMIA
AMONG NEWBORNS IN BAKU

Summary

The main purpose of making screening tests among newborns is to define
genetical disorders before they get symptomatic. In some cases a preventive
treatment can be provided. In other cases newborns will get therapy reducing
the severity of symptoms, which could possibly progress without the
appropriate cure. This type of screening tests can be applied to the cases when
the appropriate treatment will lead to the positive results.

The outcomes of the genetical screening tests used among 267 newborns
have been registered in our first developed “Genetic passport of a newborn”.
It includes most often meeting hereditary diseases of blood and metabolism
earlier registered among the population of Azerbaijan. It is established
changed values of TTH at 2,25 % of the surveyed newborns. We established
phenotypic frequencies of pathological genes of a- and B-thalassemias and
identified structurally-abnormal haemoglobin types S and D, and cases with
methahemoglobinaemia.

Two different beta-thalassemia mutations were identified: substitution of
guanine by adenine in position 110 of intron 1 of beta-globin gene - (IVS-I-
110, G-A) and substitution of guanine by adenine in position 1 if intron 2 of
beta-globin gene (IVS-II-1, G-A).

Genotypes of a gene of phenylketonuria at newborns and their parents are
revealed and identified. It is established the genetic nature of haemolitic
desease at newborns connected with deficiency of enzyme GOFD. It is
identified two phenotypes for hemizygouse forms of enzyme GO6FD
deficiency at boys: GOFD “+” and G6FD “-*.
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