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HacnepctBeHHble reMornobuHonaTy, BXoAAT B Fpynny 3aboneBaHnin KpOBU, Ha3biBAaEMbIX FeMOSIMTUYECKUMMN aHeEMUAMU. B 06Lem
crlyyae remornobrHonaTv pa3BrBaloTCA U3-3a CMHTE3a aHOMasIbHOTO reMorIobrHa. leMonnTYecKne aHeMUY BCTPEeYatTCsa Npu-
MepHO y 12% HaceneHua 3eMHoro wapa. [laHHaA cTaTbA NOCBALLEHa pe3y/bTaTaM reHeTUYECKOro CKPMHUHIA HOBOPOXKAEHHDIX T.
BaKy c Lenblo nccneaoBaHnaA YacToTbl remornobuHonatnin. O6cnefoBaHbl 267 HOBOPOXKAEHHDIX, 143 Manbumka v 124 AeBOYKM.
Wccneposarma nposoamnmcb B 2018-2019 rr. MeToA0OM 130311eKTPOdOKYCMPOBaHUA. B cTaTbe TakKe U310XKeHbl pe3ynbTaTbl Mone-
KYNIAPHOW ANarHOCTMKM B-Taflaccemnm y HOBOPOXKAEHHbIX METOLOM BblCOKOTEMMEPATYPHOW ansienb-cneumpuyeckon amnandmka-
unn. Mo AaHHbIM NPOBEAEHHOMO NCCNIeLOBAHNA HACIeACTBEHHbIX reMOrIO6GUHOMNATU B CbIBOPOTKE KPOBY HOBOPOXKAEHHbIX FOp.
BaKy ycTaHOBIEHO Hanmume CTPYKTYPHO-aHOMasnbHbIX reMorfiobuHoB S 1 D 1 NaToNornyeckux annenemn reHos a- 1 B-Tanaccemuii.
NpeHTrdnumpoBaHbl TUMbl MyTaLmi B-Tanaccemuii. MonyyeHHble pe3ynbTaTbl FEHETUYECKOrO CKPUHUHTA MO3BOJIAT CBOEBPEMEHHO
NPOBOAUTb JieyeHne GONbHbIX JeTell A0 NPOABNEHNA KIMHUKY 3a60NeBaHunA.
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Genetic screening of newborns in Baku for hereditary hemoglobinopathies
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Hereditary hemoglobinopathies are part of a group of blood diseases called hemolytic anemias. In general, hemoglobinopathy
is the synthesis of abnormal hemoglobin. Hemolytic anemias occur in approximately 12% of the world’s population. This article is
devoted to the results of genetic screening among newborns in Baku in order to study the frequency of hemoglobinopathies. The
study involved 267 newborns. Among them are 143 boys and 124 girls. The studies were carried out in 2018-2019. To determine
hemoglobinopathies among newborns, we used the method of iso-electrofocusing. The article also details the results of molecu-
lar diagnostics of the B-thalassemia gene in newborns by high-temperature allele-specific amplification. In Baku, the presence of
pathological genes of a- and 3-thalassemias and structurally abnormal hemoglobins S and D was established. Types of B-thalassemia
mutations have been identified.
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BBepgeHume

Topas rnoyioBrMHa XX BeKa 3HaMeHaTelIbHa U1 0Mo-  Yaiiline TailHbl OMocuHTe3a Oesika U MOJIEKYJISIPHOM na-
JIOTMH ¥ MEAMLIMHBI JOCTVIKEHUSIMU B 00JacTi Mo-  Tojjoruu. Hauiyuineit Moaesblo [uis MccieoBaHus B 9TOM
JIEKYJIAPHOM F€HETUKU, TIPOHUKHOBEHUEM B [JIy00-  00JacTh NPU3HAH reMOIIOOMH 1 ero aHoMasuu [1].
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BruIstBIIeHME TeTepOTeHHOCTH TeMOTJIO0MHOIIaTHH,
B TOM YHCJIe TaJlaCCEeMUI, N3ydeHNE TalacCeMMIECKIX
CHHAPOMOB, Pa3HOPOIHBIX TTO0 MX TeHETUYECKO OCHOBE
1 (PEHOTUITMIECKNM TPOSIBICHNSIM, B Pa3IMIHBIX TTOITY-
JISLNSX, BBISIBJICHE 3aKOHOMEPHOCTE X TeHoreorpa-
1y MO3BOIUT B HegaeKoM OyIyIleM MOJyYUuTh boJiee
IyOOKHME TIPEACTABICHHUS O MEXaHM3MaxX PeTyJISIIUN aK-
TUBHOCTH T€HOB Y YeJI0BeKa M MPUBEACT K OTKPBITHIO 00-
IIMX 3aKOHOMEPHOCTE IMaToreHe3a reHeTHIeCKIX 00Jre3-
Hell yesoBeka [2].

W3ydeHne HaCIeICTBEHHBIX TEMOTIOOMHOTIATUIA, Ha-
yatoe B 1968 r. B Aszep0baiimxaHe AXyHIoBoi A.M., 3aTem
Hazapau A.T'., mpoBoAUTCS U MO CEerOAHSIIIHUI NeHb. Eciau
B HavaJie M3yJajii paclpoOCTPaHEeHHOCTh, KIIMHUKY, OMO-
XUMUIO, IMMYHOJIOTHIO, a 3aTeM U TeHETHUKY TeMOTII00M -
HOITaTHIA, TO CETOIHST HaYIHBIC MCCIICIOBAHMS ITOCBSIIICHBI
MOJIEKYJISIPHBIM MCCJIeIOBaHUSIM T'eHa 6eTa-Tio0uHa [3].

HacnenctBeHHBIE TeMOTIOOMHOIIATHY BXOIAT B TPYII-
Ty 3a00JIeBaHIIT KPOBH, HAa3bIBAEMBIX TEeMOJTUTHYCCKIUMUI
aHemMusMH. ['eMOTUTHYECKEe aHEMUH BCTPEIAIOTCST TIPH-
MepHO v 12% Hacenenust 3eMHoro mapa. HacirencteeH-
HbIE TeMOTJIOOMHOITATUH TTOAPA3IEIISTIOTCS Ha IBE OOJIBIITE
TPYIIIBL: TAJTAaCCEMUUM U aHOMaJIbHbI€ TeMOTJIOOMHBI [4].

IIpu TanacceMusix HapyliaeTcsi OMOCUHTE3 OJHOMI
W3 YeThIpeX IOJUIICTITUIHBIX IeTeil TIIOOMHA, BXOIS -
1IEro B COCTaB reMorjioouHa. B 3aBucuMocTu ot TOro,
CHHTE3 KaKOl ITOJIMITENTUIHON eI HapyIlIeH, BhIIe-
JII10T BUI TajgacceMun. I[Ipu HapylieHUM OMOCHUHTE3a
Q-TIOJIUTIETITUIHOM LIETTH TII00MHA BO3HUKIIIEE HApYIIICHIE
Ha3bIBAIOT O-TaJlaCCEMMEN, TIPU HapyIIeHN OWOCHHTE-
3a 3-TIOJIMIETITUAHON ey TIIOOWHA HapyIIeHe Ha3bIBa-
JOT B-TajacceMueit M, COOTBETCTBEHHO, ITPY HAPYIIICHUSIX
OMOCHHTE3a Y- W O-TIOIUTICITUIHBIX IeTeii TTI00MHA BO3-
HUKAIOT Y- U O-TajaccemMuu [2].

HapynieHue cTpyKTypHI TJI00MHA TIPUBOIUT K AHO-
ManvHbiM 2emoenoburnam. Ha ceromHsImHUN 1eHb U3BECTHO
cBbie 400 aHOMaJIbHBIX TeMOTJIOOMHOB, 3aTparuBaloLIUX
CTPYKTYPY Q-, 3-, Y- U O- MOJUNENTUAHBIX LIETel roodu-
Ha. C KIIMHAYECKOM TOYKM 3peHMUs] HanOOoJIbIlIee 3HAUCHHE
MMEIOT CTaOMITbHBIC aHOMaJIbHBIE TEMOTJIOOMHBI: TeMOTJIO-
ouH S, remoryioouH C, remoryioouH D, remoryioouH E u re-
morioouH H. Kpome remorinobuHa H, KoTophblii aBisieTcst
AHOMaJIbHBIM BapUaHTOM O-ITOJTUTICIITUAHON LIETTN IJTO0M-
Ha, OCTaJIbHBIC CTAOMIIBHBIC aHOMAJIbHBIE TeMOTIIOOMHBI
SIBIISTIOTCST aHOMAaJIbHBIM BapUaHTOM [3-TIOJTUTICTITHIHOM
1ernu riaoouHa [5].

CeprTOBUIHO-KJIETOYHAS aHEMUST — TsKejlas Ha-
cJeICTBeHHAsI OOJIE3Hb YeJIOBeKa, M3BECTHAS TAKKe IO
Ha3BaHWUSIMU APEIAaHOIIMTO3, MEHUCKOILIMTO3, 00JIe3Hb
S-reMmornobuHa, cuHapoM ['eppurka, adbpruKaHCcKasi FeMo-
JaTrdeckast anemust. [1pn 3ot 60JIe3HN KpacHBIE KPOBSI-
HBIE TeJIbIIA (3PUTPOLINTHI), OTHABASI CBOI KMCIIOPOI, TIPH-

HUMAIOT MMPUIYIJIUBYIO YIUIMHEHHYIO (hOpMY, HAITOMM -
HaIOIIYyI0 TToayMecs WK ceprl. Hebonblioe usMeHeHue
XUMHUYECKOM CTPYKTYPBI TeMOTJIIOOMHA (OCHOBHOTO KOMITO-
HEHTa 9PUTPOLIMTOB) — HEITOCPEACTBEHHAsT IIPUYMHA 3TO-
ro siejieHust. OMHaKo 3TO M3MEHEeHMe (3aMeHa BCETO JIMIIb
OJTHOM aMUHOKMCJIOTHI B COCTaBe OEJIKOBOI YacTH MoJIe-
KYJIBI) TIPUBOJIUT K TOMY, YTO OOPa3yIOIIUIACsS Y OOIBHBIX
reMOTJI00MH (reMorjioouH S), oTaaBasi MPUCOeIUHEHHbIA
KWCJIOPOJI, CTAHOBUTCSI MEHEe pacTBOPMMBIM, YeM HOP-
MaJIbHbI reMOTJI00MH (reMOorIo0uH A), 1 TIpeBpalaeTcs
B IUTOTHBII, TTOJIyTBEP/IbIiA T'eJib, YTO M BBI3BIBAET nedop-
MaIio 3pUTPOLIUTOB [6,7].

B HacTosiiiee BpeMsi paclipoCTpaHEHHOCTh Hace -
CTBEHHBIX TeMOTJIO0OMHONATHI (BKITFOYast CEPIIOBUIHOKIIE-
TOYHYIO aHEMUIO) B MUpE OlIeHUBaeTcsT Ha ypoBHe 3—7%.
B navane 2010-x rogoB BO3 oTHecna cepnoBUaHOKIIE-
TOYHYIO aHEMUIO K TJI00AJIbHBIM ITpo0JieMaM 31paBOOX-
paHeHUsI.

Ma'replnan bl N meToAbl

HccnenoBanust npoBonuanch B LleHTpaabHOM KIIMHU-
yeckoit bonbHuLe Hedrsnukos r. baky B 2018-2019 rr.,
pe3yabTaTbl 00padaThIBaIUCh B FTeHETUYECKOM Jlabopa-
Topuu npu 6osbHULE. B uccienoBaHust ObUIM BKIIOYE-
HbI 267 HOBOPOXAEHHBIX: 143 Maibunka v 124 1eBOYKM.
s onpeneieHrs YaCTOThl BCTPEYaeMOCTH HAC/IeICTBEH-
HBIX TEMOTJIOOMHOMATUI Cpelr HOBOPOXKACHHBIX MbI UC-
MOJIb30BAIM aHAJTUTUYECKUI METO U302J1eKTPOOKYCH-
poBanust (MD®D) Ha monmakpuiIaMUIHO-aM(bOTMHOBBIX
miactuHkax ¢ pH 3,5-9,5 u 5,5-8,5. DT10T MeTOA TO3BO-
JISIET pa3neJuTh FeMOoJIU3aT, MPUTOTOBIEHHBIN U3 KPOBU
HOBOPOXIEHHBIX Ha CJIEAYyIOILIHE AEBITh TeMOTJI00MHO-
BbIX pakuuit: HbA , HbA , HbA,, HbA,, HbF , HbF,,
METIeMOTJIOOMH, TPOMEXYTOUYHBII METTeMOTJIOOUH (B BU-
ne nByx (ppakuumit). HanGosnee aHonHbiM siBisieTcss HbA,,
kaToqHbIM — HbA,. OT aHoza K KaTo/1y reMOTJIOOMHOBBIE
(hpakuMu pacnooXKeHbl ciaeayommm oopasoM; HbA,
HbA, , HbA , HbF , HbF,, mpoMeXyTOUHbIA METrEMO-
r1o6uH, MeTremMornoouH u HbA,. Anomanbhbiit HbS (Ho-
CUTEJILCTBO IeHa CeproBUIHO-KJIeTOUHOM aHemMun), HbD
pacrionaraetcs Mexny (ppakuusamu remMornoouHos HbF,
U MPOMEXYTOUHOT0 MeTreMorjioonHa. AHoMmanbHbli HbE
pacrioiaraeTcs Mexay hpakiusMu MIPOMEXXyTOUHOTO MET-
reMorjiodbrHa u MmetremorioouHa. AHomanbHbiii HbC pac-
TOJIATAeTCA Ha YPOBHE MUHOPHOM (ppakumu HbA,.

Pesynbratbl

B 1a6a. 1—3 mipencTaBieHbl pe3yJIbTaThl 00CIen0Ba-
HUSI HOBOPOKIECHHBIX Ha HACJIEACTBEHHBIE TeMOTJIO0M-
HOTIATUU.
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OPUT'MHAJIbHbBIE UCCZIEAOBAHUA

Kak BugHO 13 Tada. 1, obciaenoBaHre HOBOPOXKICH-
HBIX Ha HACJEACTBEHHbIE TeMOTJIOOMHONATUM TO3BOJIM-
JIO UACHTU(MUIIMPOBATH Y 7 HOBOPOXIEHHBIX U3 267 006-
CJIeIOBaHHBIX TEMOTJIOOMHBI, XapaKTepHbIe IJIs Tajlacce-
MWt y 4-X IUTIST O-TaJlaCCeMUU 1Y  3-X HOBOPOSKIEHHBIX
— Ut B-Tajmaccemuu ¢ peHOTUITMYECKOI YacToToii 1,498 %
u 1,123%, COOTBETCTBEHHO.

Ha ND® y HOBOPOXXIEHHBIX C U3MEHEHUSIMU, XapaK-
TEePHBIMU ISl TETEPO3UTOTHOM [3-TajacceMuu, HabIIO AN
nosbilIeHKe ypoBHs HbA, 110 cpaBHEHWIO ¢ pe3yabTaTaMHu,
Mo TydeHHbIMM TTpu 1D M KpoBU 3M0POBBIX HOBOPOKIIEH-
HBIX. Y 3/I0POBBLIX HOBOPOXIEHHBIX ypoBeHb HbA, GbiBaeT
Hu3kuM 1 cocTasiseT 0,03—0,05% ot o611ero reMornioon-
Ha. Y HOBOPOXICHHBIX C TeTEPO3UTOTHON [3-TaslacceMueit
ypoBeHb HbA, mpeBbIian HopMaibHble BETUYUHBI U CO-
crasist 0,97—1,65%. DToT MoKa3aTeb SIBIASETCS €IUH-
CTBEHHBIM T€CTOM, UCITOIb3yeMbIM HaMM JIJIST TUArHOCTH -
KU TeTepO3UToTHON [-TasacceMur. OObIYHBIM METOIOM
a7ieKTpodopesa Ha alleTaTUE/UTIOIO3HbIX TJIEHKAX BBISIB-
neHue yposHeit HbA, xapakTepHbIX 7151 TeTepPO3UTOTHOM
-TasacceMuun 3aTpyIHEHO M3-3a HU3KOW YUyBCTBUTEb-
HOCTH METOJa.

Tabnuya 1

Pe3ynbraTbl CKPUHUHIa HOBOPOXAEHHbIX
Ha a- u B-ranaccemun

KomnunuecTso @ -TajlacceMust B -ranaccemns
HOBOPOXICHHBIX 4UCIIO % YHCIIO %
267 4 1,498 3 1,123
Tabnuya 2

Pe3yﬂbTaTbl CKPVUHWHIa HOBOPOXAEHHbIX
Ha aHOMaJibHble reMorno6uHbI

Konnye- AHOMAaJbHBIE TEMOTJOOUHBI

CTBO

HOBO- HbS HbD HbE HbC

POXIEH-

HBIX

qucimo | % YHUCITO % |uucno| % | uuc- | %
267 710
2 0,75 1 0,37 - -
Tabnuya 3

PeByJ'IbTaTbI CKPUVUHWHra ypOBHeﬁ meTremorno6uHa
N NMPpOMeXyTo4YyHOro meTremorno6nHa B KPOBU HOBOPOXAEHHbIX

V Bcex 3-X HOBOPOXKAEHHBIX HAOJIIOAAIN TTOBBIIIEH-
Hble 3HAUEeHMSI JaHHOW MUHOPHOI (pakiuu. CiemyeT oT-
METHUTb, YTO 3HaYeHUsA HbA, y B3pOCIBIX ¢ TETEPO3UTOT-
HOU [-TayjlacceMueil B OTIMYME OT HOBOPOXKIECHHBIX ObI-
BAalOT BBILLE U BapbUPYIOT B npenenax 3,5-8,0%. YpoBHu
IpYruX TreMoraoouHoBbIX dpakuuii: HbA , HbA,, HbF ,
HbF,, MeTremorio61Ha 1 MPOMEXYTOUHOM (PpaKK MET-
reMOTIJIOOMHA ObUTH B TIpeeIax HOPMBI.

Y 4-X HOBOPOXIEHHBIX BBISIBICHbI U3MEHEHMSI, Xa-
pakTepHbIe IS HOCUTEIbCTBA MYTAllUM O-TaJJaCCEMUM.
Ha snexrpodoperpamme y 3TUX HOBOPOXIAEHHBIX 1O-
TTOJTHUTETHbHO K HOPMaJIbHBIM TeMOTJIOOMHOBBIM (PpaKIIv-
SIM HaOJTIOIAJIN JIBE MUHOPHBIE, KOTOPBIE COOTBETCTBOBAIN
reMOTIOOMHOBBIM (hpakuusaM Barts. YpoBHU remorioou-
HOBBIX (bpakimii Barts konebanuce B ripenenax 2,8—5,4%
U B cpeaHeM cocTaBisiv 3,9%.

B oTiinuune ot B-rJI0OMHOBOIO reHa, O-rI0OMHOBbIN
TeH pacriojiaraercs B 16-it XxpoMocoMe 1 TIpeCTaBJIeH ue-
TBHIpbMS KonusiMU. Toraa Kak [3-II0OOMHOBBIN TeH Mpe-
cTaBjieH OByMs Konusimu. 1o cTpyKType a-IJIoOMHOBEIE
TeHBI UACHTUYHBI U PA3JIMYAIOTCs TOJBKO IO KOJTUYECTBY
CHUHTE3UPYEMBIX Q-TTOJIMIIEITUIHBIX LIeTIeH, T.€. pa3inJa-
J0TCS TI0 9KCITPECCUU TeHa.

W3 1abn. 2 BUAHO, YTO y TPeX Pa3HOIOJBIX JAeTei
(2 manibuuka, 1 1eBOYKa) BBISIBIEHO HOCHUTEIBCTBO CTPYK-
TypHO-aHOMaJIbHbIX remorioouHoB HbS u HbD: 2 ciyyas
C CEepHOBUIHO-KJIETOYHBIM HocuTeabcTBoM (HDAS) u
oauH ciydait ¢ HbD.

MeTremMorI00MHEMUU O0YCIOBICHBI MTOBBIIIIEHHBIM
coliepkaHeM MEeTreMorj001Ha, He CITIOCOOHOTO Tepe-
HOCUTb KHCJIOPO. BhIIensitoT HacaeACTBEHHbIC U TIPU-
oOpeTeHHbIe MeTreMorToonHeMuu. K HacaeaCcTBEHHBIM
OTHOCSIT BPOKI€HHbIE 9H3UMOIIEHUYEeCKIE METIeMOTJIO-
OuHeMuu, 00yCIOBIEHHBIC CHUKEHUEM WU TTOJTHBIM
OTCYTCTBUEM B 3PUTPOIIMTAX JUITOAMUI-IETUIPOTEeHA -
3a—3aBUCUMOI METTeMOIJIOOMHPENYKTa3bl, U METIe-
MOTJIO0MHEMWH, pa3BUBAIOIIMECS B Pe3yIbTaTe HaJIM -
YK HeCTAaOMJIbHBIX MJIM aHOMaJIbHBIX T€MOTJI00MHOB
(M-remornobuHonatuu). HacneacTBeHHbIe SH3UMOTIE-
HUYECKHME METIeMOTJIOOMHEMUY HACIEIYIOTCS ayTOCOM-
HO-PEleCCUBHO, M-reMOrJI00MHOIIaTUN — ayTOCOMHO-
JMOMUHAHTHO. [1py MeTreMOoTIOOMHOMATHSIX Cpa3y Mmocjie
POXIeHUs peOeHKa Ha KOXe U CIM3UCThIX 000J0YKaX,
0COOEHHO B 001acTH Ty, HOCa, HA MOYKaXx yIIei, B HOT-
TEBOM JIOX€ BBISIBIISIETCS IIMaHOo3. OH COXpaHseTcs B Te-
YeHMEe BCEUl KU3HM, YCUITUBASICh TIPU OXJIAXKIEHUH, TIPU-
eMe MEeTreMOTJI00MHOOPa3YIOIIMX JIEKapCTBEHHBIX Mpe-
naparos [8§].

Kak BugHo n3 a6, 3, B 13 (4,87%) ciaydasix y pa3Ho-
TTOJIBIX HOBOPOSKIIEHHBIX HAOTIONAIN YBEJTMYEHUE MeTre-
MornobuHa, B 11 (4,12%) ciyvasx yBeJMYeHHUE TPOMEKY-
TOYHOM (ppaKIIMU METTEeMOTJIOOMHA.

Kosnuectso MeTreMorIo61H IpomexyTouHbIH
00CIe10BaH- METTeMOIIOOHH
HBIX YKCITO % YHCITO %
267 13 4,87 11 4,12
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Pe3ynbmamer monekynspHoUl OuazHoCmuKu
2eHa 3-manaccemuu

Jng uaeHTUGUKALIAY TUTIA MyTalluii [3-TanacceMuu
13 BEHO3HOM KPOBU 3-X HOBOPOKIEHHBIX C TUATHO30M
TeTEPO3UTOTHAS OeTa-TasacceMusl M UX POIUTEIICi BbI-
nenstiy reHomHyio JIHK. Tumnm myrauum [3-tazaccemuu
OIIpEeNeJISIIN METOIOM BBICOKOTEMITEPATyPHOU ajljieib-
cneunduyeckoit amnmukauuu. st 3Toro UCroab30Ba-
JIV CITEAYIOIINE CUHTETUYECKIE OJIMTOHYKIICOTUIHBIC 30H -
nbl (paiiMeps): B°- IVS-2-1 (I'-A), B°-kodon 8 (-AA); B*-
IVS-1-110 (I'-A); B°-kodon 8/9 (+TI'); B*-1VS-1-6 (T-1I) u
B*- IVS-1-5 (I'-10).

Kaxnpiii oopazen JJIHK, BeineneHHbINH 13 KPOBU HO-
BOPOXKICHHBIX TMOPUAN30BAIM C TIpaiiMepaMU B OTIAETb-

Myrauusa

Puic. 1. Pesynbratsl MUP grarHoctukn mytaumm BO-IVS-2-1(I-A). U3 gecatn
o6pasuos JHK B ogHom cnyuae (N°4) naeHTMOMLMPOBaHa MyTauums — 3a-
MeHa HYKNneoTuaa ryaHuH Ha HyKneotus afeHviH B 1-oi no3uumm BTopo-
ro — 60MbLIOro MHTPOHa B-rNo6KHOBOTO reHa ¢ deHoTMNoM BP-Tanaccemum.

—

e MyTauua —_>

MyTtauusa

Puc. 2. PesynbtaTol MUP grarHoctukn mytayun B*-IVS-1-110 (I-A). U3 ge-
caTn obpasuos [HK B AByx cnyyasx (N°2 1 N°6) ugeHTudumuMpoBaHa my-
TauuA — 3amMeHa HyKNneoTuaa ryaHviH Ha HyKneoTua ageHuH B 110-oi no-
3ULMN NEPBOTO — MaNoro MHTPOHa (3-rmMo6uHOBOrO reHa ¢ eHoTvnom [3+-
Tanaccemum.

HocTH. M3 111ect nmpaiiMepoB JIJIsT IBYX ITOJTy4YeH TOJI0XKM -
TeJIbHBIN curHa. ClenoBaTeabHO, MACHTU(MUIIMPOBAHO
JIBa TUTIa MyTalll¥ TeHa 3-TalaCCeMUM:

1. 3aMeHa HykJIeoTUAa TyaHUH Ha HYKJICOTU afie-
HUH B | mo3uuuum BTOPOro — OOJBIIOTO MHTpPOHA
[-rimobuHOBOrO reHa ¢ peHorunoM BP-ramaccemun — [3°-
IVS-2-1 (T'-A) (puc. 1);

2. 3aMeHa HyKJIeOoTHUIa TYaHUH Ha HYKJICOTU anie-
HUH B 110 mo3uuuu mepBOro — Majoro WHTPOHA
B-rmo6uHoBOrO reHa ¢ peHoTunom -tagaccemun — -
IVS-1-110 (T-A) (puc. 2).

Takum 06pazoMm, 1o TaHHBIM TIPOBEICHHOTO TeHETHYEe-
CKOTO MCCJIeOBaHUS HACIEACTBEHHBIX TeMOTJTIOOMHOMATHIA
B CBIBOPOTKE KPOBM HOBOPOXKICHHBIX I'. baky ycTraHOB/IEHO
HaJIMJIe MaTOJIOTMIECKNX TeMOTIOOMHOB, XapaKTEPHBIX
JUTSI O~ ¥ 3-TaJlacCeMUid M CTPYKTYPHO-aHOMAaJIbHBIX TeMO-
100MHOB S 1 D, 4TO MOXKET MPUBECTU K aHEMUM Y IeTel.
HNnentuduuripoBaHbl TUTIBI MyTalldi pU B-TaTacCeMUM.
[TosryyeHHbIE pe3yabTaThl TO3BOJISIT CBOEBPEMEHHO MPO-
BOIUTH JIeUeHNE OOJIBHBIX IETEH 10 TTPOSIBIICHUS KIIMHK-
KU 3a00J1eBaHUS.

BHenpeHue mporpaMM MacCOBOTO CKpMHUHTA HO-
BOPOXKIEHHBIX UTPAET BaXKHYIO POJIb B pAHHEM BEISIBIIC-
HUM HACJIEICTBEHHBIX 3a00JIeBaHUI M1 CBOEBPEMEHHOM
Ha3HAYEHUU COOTBETCTBywIIEH Tepanuu [9]. CBoes-
pEMEHHOE MEIMKO-TeHEeTUYEeCKOe KOHCYJIbTUPOBAHUE
ceMeil ¢ HaJIMYMeM MaTOJIOTUYEeCKUX BapMaHTOB I€HOB
y CyIpYroB (CeMbsI C TEHETUYECKUM PUCKOM) C IIEJIbIO
MpOoGMIAKTUKHA TOMO3UTOTHOTO COCTOSTHUST Y peOeHKa
oueHb BaxHO [10]. PekomeHayeTcs nmpoBeaeHue mnpe-
HaTaJIbHOM TMAarHOCTUKU.
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