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10 neTt HeoHaTanbHOMY CKPUHUHTY B Pecnybnuke KasaxcTaH:
UTOrM U NEPCMNEKTUBBI

CearoBa I'.C., Canumbaesa [O.H., Kupnkbaesa M.C., BepesuHa .M.

Pecny6nukaHckoe rocyaapcTBEHHOE NpeanpusaTue Ha npaee X03sMCTBEHHOIO BeAEHUS «HayyHbI LEHTP akylepcTBa, MrMHeKosIormm
1 nepuHaTonorum» MuHnctepcTea 3apaBooxpaHeHunst Pecny6nunkmn KasaxctaH, respmgk@mail.ru

Mo maHHbIM MaccoBOro HeoHatanbHOro ckpuuuHra B PK 3a nepwop 2007 r. — 1 nonyrogue 2017 r. npOCKPUHUPOBAHO
2 520 053 HoBOpOXAeHHbIX. CpefiHWil 0XBaT HOBOPOXAEHHbIX 32 BPEMS BHEAPEHMS HEOHATabHOro ckpuHuHra B PK ¢ 2011 roga co-
ctaBun 73,1%, cpefHuin 0xBaT BapbMpyeT B 0TAebHbIX pervoHax PK. C 2007 roga B nporpaMmMe HeoHaTanbHOrO CKPUHUHIA BbiSiBie-
Ho 105 peteli ¢ deHnnkeToHypueli n 336 ¢ BPOXAEHHBIM rMNoTPeo30oM. OTMeYEHbI PErMoHasbHble 0COGEHHOCTI YaCcTOThI BCTpeYa-
emoctn OKY un BI, 4T0, BO3MOXHO, ONpefensieTcs nonynsLMOHHbIMU 0COOEHHOCTSMM, B YACTHOCTY 3THUYECKMM COCTaBOM, U Bapbu-
POBaHMEM OXBaTa HEOHATaNbHbIM CKPUHUHIOM PETMOHOB.

KnioyeBble cnoBa: MacCOBbIN HEOHATANbHBIN CKPUHUHE, GEHUNKETOHYPUS, BPOXAEHHbIV rMNOTUPEO3.

ABTOpbI 3asIBISIOT 06 OTCYTCTBUM KOHGINKTA MHTEPECOB.

10 years of neonatal screening in the Republican of Kazakhstan: results and prospects
Svyatova G.S., Salimbaeva D.N., Kirikbaeva M.S., Berezina G.M.

Republican State Enterprise on the right of economic management «Scientific Center of Obstetrics, Gynecology and Perinatology»
of the Ministry of Health of the Republic of Kazakhstan, respmgk@mail.ru

According to neonatal screening in the Republic of Kazakhstan for the period since 2007 year to 1 half of 2017 year 2520053 new-
borns were screened. The middle coverage of neonatal screening in the Republic of Kazakhstan since 2011 year was 73.1%, the mid-
dle coverage varies in different regions of the Republic of Kazakhstan. Since 2007year 105 children with phenylketonuria and 336 with
congenital hypothyroidism have been identified in the neonatal screening program. The regional features of the frequency of PKU and
CH are noted, which can be determined by population characteristics, in particular by ethnic composition, and by the variation in cov-

erage by neonatal screening of regions.

Key words: neonatal screening, phenylketonuria, congenital hypothyroidism.

AKTyanmpHOCTB.  MaccoBoe  oOciefoBaHME  HOBO-
POXIEHHBIX B TpOrpaMMe HEOHATaIbHOTO CKPUHWHTA SIBJISI-
eTcst OMTHUM 13 3((PEKTUBHBIX CITOCOOOB BBISIBJICHUST HAM0O-
Jiee pacrpoCTpaHEHHBIX BPOXIEHHBIX M HACIEICTBEHHBIX
3a0071€BaHU1 Y HOBOPOXIEHHBIX AeTeid [1].

HeoHaTanbHBI CKDUHUHT 00ecTieunBaeT paHHEE Bbl-
siBJIeHMEe 3a00JIeBaHUIA B MEPUOJ HOBOPOXKIACHHOCTH U
CBOEBpPEMEHHOE JieueHHe, KOTOPOoe CIOCOOCTBYET Mpe-
OTBPAILEHUIO DPA3BUTHUS TSXKEIBIX MHBATUAUZUPYIOLINX
MpOSIBICHNI 00Jie3HU. AKTyaJdbHBIM IJisI OOJBIIMHCTBA
CTpaH MHUpa sIBJSETCSI HEeOHAaTaJbHBI CKPUHUHT Ha (e-
HuikeTonypuio (PKY) u BpoxkaeHHblit runmorupeos (BI)
[2—11].

B cooTBeTCcTBUY ¢ MEXIYHAPOIHBIMU PEKOMEHIAITUSIMU
B Pecniyonuke Kazaxcran (PK) ¢ 2007 rona 6bu1a BHenpeHa
locynapcTBeHHasi mporpamMma HeEOHATaJbHOTO CKPUHMHTA
Ha O®KY u BI.

Hens. [IpoBecT KOMILIEKC MPaAKTUYECKUX MEPOIMPUSI-
TWIi, HaMpaBJIEHHBIX Ha TIPEAYNPEXACHNE NHBATUIN3UPYIO-
LIUX TIOCJIEACTBUI 1 TIOBBIIIIEHNE KaueCTBa JXU3HU OOIbHBIX
¢ ®KY u BI' B PK, KoTOphIE BK/IIOUAIOT pa3pabOTKy CHUCTE-
Mbl paHHe# NMarHOCTUKU, U3YYeHUE MOMYJISILUOHHBIX 0CO-

OeHHOCTel 3a00JIeBaHUS, MOJIEKYJISIPHO-TEHETUUECKUX ac-
MEKTOB 3THOJIOTUM U TaToreHe3a 3a0o0JieBaHusI, BHEAPEHNE
MEeTOH0B NPOMWIAKTUKY U YIydlleHUs 3(pHeKTUBHOCTHU Jie-
4yeOHOI TaKTUKHU B CTpaHe.

Marepuansi u Metoabl. 3a niepuon ¢ 2007 o 1 mosyro-
aue 2017 roga 6s110 TpockpuHupoBaHo 2 520 053 HOBOPOX-
neHHbIX Ha PKY 1 BT uMMyHOGDTI00peCLIEHTHBIM METOIOM
Ha aHanmzaTopax Victor 1 AutoDelphia (Perkin Elmer) B co-
OTBETCTBUM C aJTOPUTMOM TIPOBEIECHUSI HEOHATATbHOTO
ckpuHuHTa, o100peHHbIX ISNS, American College of Medi-
cal Genetics and Genomics, 2014, EU Network of Experts
on Newborn Screening, 2011 [12, 13, 14].

PesyabraThl. AHANIU3 pe3yabTaTOB HEOHATAJILHOIO TeHEe-
Tyeckoro ckpruHuHra B PK, onienka acdekTuBHOCTH paH-
Heit quarHoctuku OKY u BI siBnstioTcst mepBbIM 3HAUMMBIM
9TanoM HayYHBIX MCCIENOBAHMI MO M3YYEHUIO SIMUAEMUO-
JIOTMM HacleICTBeHHbIX 3a0osneBanuit B PK. O1tu nccneno-
BaHMS aKTyajbHbl 11 PK ¥ MO3BOJISIIOT MPOBOAUTH Hallb-
Helillie u3yJ4eHne STHOIaToreHe3a, ONTUMU3NPOBATh Jieue-
nHue, B yactHoctu OKY, mnsg nonynsuuii PK, oueHuTh BO3-
MOXHOCTb paclIMPeHus] CMEKTpa HO30JIO0TUIl B HEOHATAIb-
HoM ckpuHuHTe B PK.
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C 2007 rona B PK opraHu3oBaHbI 1a00paTOpUM reHETH-
yeckoro ckpuHuHra B 14 pernonax PK u ropomax Anmarsl,
Actana, Cewmeit, Ke3kasraH, nonosHuteasHO B 2014 romy
B AnmmaTtuHckoit u FOxHo-Ka3zaxcraHckoit o6nactsix, ooyde-
HBl CIEIUANNCTBI, OTpabOTaH aJrOPUTM HEOHATATbHOTO
CKpPMHHWHTA, BHEApPEH BHYTPEHHUI, MeXIabopaTOpHBIA W
BHEIIHUM KOHTPOJb KayecTBa TMPOBOJMMBIX aHAIM30B
(Centers for Disease = Control and  Prevention,
http://www.cdc.gov, Atlanta, USA — CDC, USA).

B nmepuon 2007—2010 rr. B permonax PK pemanaucs op-
raHU3alMOHHbIE BOMPOCHI MPOBEIECHUS MACCOBOTO CKPH-
HUHTIa, OCYLIECTBJsUIACh 3aKyIKa HE00X0AMMOro o00opya0-
BaHUsI, OTpabaThIBAJICS aJITOPUTM MTPOBEICHUS HEOHATAIb-
HOTO CKpUHUHTA. B 2T0OT nepuoa O6bu10 NPOCKPUHUPOBAHO
667 631 HOBOPOXIEHHBIX M OXBAT HEOHATAIBHBIM CKPH-
HUHIOM B cpeaHeM cocTaBui 48 %, yBeTMUMBAsICh 10 rogaM
ot 27,9% B 2007 Tomy mo 60% B 2010 romy.

ITo naHHBIM MaccOBOTO HEOHATAJTbLHOTO CKPWHUHTA
B PK 3a mepunon 2011 — 1 moayromue 2017 . mpOCKpUHUPO-
BaHo 1 852 422 HoBopoxXmeHHBIX. OXBaT Te€HETUYECKUM
CKPMHUHTOM HOBOPOXIEHHBIX B cpeaHeM 1o PK yBenmam-
cs ¢ 64,0% B 2011 rony n0 85,5% 3a 1 monyroaue 2017 rona,
CpelHUil 0XBaT 3a 3T roabl coctaBua 73,1% (taba. 1).

IIpoBeneH aHaiu3 OXBaTa MAacCOBBIM HEOHATaJTbHbIM
cKpuHUHTOM HOoBOpoxkneHHBIX B PK 3a 2007 — 1 moxyro-
nue 2017 roga. CpenHUil 0XBaT reHETUYECKUM HeoHaTalb-
HeIM ckpuHuHromM Ha ®KY u BI' Bapbupyer ot 20,0%
B IOxHo-Kaszaxcranckoii 1o 96,0% B r. AnMartbel. Ycra-
HOBJIEHO, 4TO 4 pernoHa (U3 16 permonoB PK) umelor
CpemHUA OXBaT 0OCIeIOBaHUS HOBOPOXIECHHBIX 90% u
0osee, YTO COOTBEeTCTBYeT TpeboBaHuaM BO3 misa mpose-
JIEHUSI MAaCCOBOTO HEOHATAJbHOTO CKPUHUHTIA: AKMOJIMH-
ckas (94,5%), Kaparannunckas (93,6%), Ceepo-Kazax-
cranckas (92,1%) obnactu u r. Aamatsl (96,0%) (Tabn. 2).
Cpennuit oxsar cBbiiie 80% Takxke UMeeTCsl B 4 pernoHax
PK: Bocrouno-Ka3zaxcranckoit (80,6%), KamOGbuicKOit
(87,8%), 3anmagno-Kazaxcranckoii (82,8%), obaacTsx u
r. Acrana (84,7%). B otnenbHbix pernoHax PK HeoHara-
JIBHBIM CKPUHWHT MPOBOAUTCS ¢ oxBaToM oT 50% mo
78,0%: AxtioouHckast (55,1%), IlaBnomapckast (77,9%)

AnmatuHckast (64,9%), Ateipayckas (71,8%), Kocranaii-
ckas (64,0%), Koispimopaunackas (50,6%) (ta6a. 2), 4rto
CBSI3aHO C OrpaHMYeHHeM (PUHAHCUPOBAHUSI HEOHATATb-
HOTO CKpMHUWHTA B JaHHBIX pernoHax. C oXBaTOM MeHee
50% HeoHaTa bHBIM CKPUHWHT TIPOBOAUTCS B MaHTrucTa-
yckoii (33,4%) n FOxno-Kasaxcranckoit (20,0%) ob6aac-
TSIX, YTO IPUBOIUT K Tipornyckam aeteit ¢ ®KY u BT u po-
CTy MOKa3aTesiss MHBAJIMIAHOCTH OT HACJIeACTBEHHOM MaTo-
jJoruu. B nuHamuke B 6osbinHCTBE pernoHoB PK oTme-
YaeTcsl POCT OXBaTa CKPMHUHIOBBIM 00CJIeTOBAaHUEM HO-
BOPOXICHHBIX, YTO CBUICTEIBCTBYET 00 YBEIUUCHUM (-
(EeKTUBHOCTH TEHETHMYECKOTO CKPUHMHIA HOBOPOXIECH-
HBIX B 00JbLIMHCTBE pernoHoB PK.

3a nepuon BHeapeHus ckpuaunra B PK ¢ 2007 mmo 1 mmo-
ayrogue 2017 roma Bcero BuisgBiaeHo 105 mereit ¢ ®KY u
336 neteii ¢ BI'. BceM BBISIBJIEHHBIX B HEOHATATLHOM CKPH-
HuHre 6osbHbIM PKY mpoBeaeHa moarBepkaarolias Mo-
JIEKYJIIpHO-TeHEeTUYeCcKass  JAMArHOCTUKA,  BHEAPSIETCS
orpesieJieHue YyBCTBUTEJIbHOCTH B Teparnuu KohepMeHTOM
tetparuapoduontepuHom (BH4) [14].

O6iuas yactora ®KY u BI' B PK 3a 2007 — 1 monyroaue
2017 roma coctaBmima 1:24069 u 1:7522 HOBOPOXICHHBIX,
cootBeTcTBeHHO. [Ipn atom cpemnsas yactora @PKY B PK
BapbupyeT ot 1:16956 B 2015 romy no 1:37985 B 2013 rony,
cpennsis yactora BI' B PK Bapsupyer ot 1:4937 B 2014 rony
1o 1:36881 B 2010 romy, 4To CBSI3aHO C OOLIMM KOJTUYECTBOM
MPOCKPUHUPOBAHHBIX HOBOPOXIEHHBIX W YUCJIOM BBISIB-
JICHHBIX MAlMEeHTOB U oTpaxaeT 3(PHEeKTMBHOCTb HEOHA-
TajgbHOro ckpuHuHra B PK.

YuureiBass HeomHopoaHocTh nonyasuuu PK, peruo-
HaJIbHbIe 0COOEHHOCTH OpraHU3allu HEOHATATbHOTO CKPH-
HUHIra, HaMKU OblJla OIIEHEHAa YacToTa M paclpOCTpaHEeH-
Hocth ®KY u BI' B paznuunbix pernoHax PK.

IIpu u3yuyeHUN 4acTOTHI U pacrpocTpaHeHHOcTH DKY
B pasnuuHbix perroHax PK Obulo ycTaHOBIEHO, 4YTO
B ZKaMObUICKO# 06J1aCTU HE BBISIBIIEHO HU OJTHOTO peOeHKa
¢ OKY, 4ro, BO3MOXHO, OOBSICHAHTCSI HEAOCTATOYHBIM
0XBAaTOM HOBOPOXJIEHHBIX CKPUHMHTOBBIM OOCJICIOBaHU-
eM WJIM OCOOCHHOCTSIMA 3THUYECKOTO COCTaBa HaceJeHMUsI
JAHHOTO PernoHa.

OxBaT reHeTU4eCKMM HeoHaTaJibHbIM CKpUHUHIoM Ha PKY u Bl B PK, 2011 — 1 nonyrogue 2017 I_Ta@mua 1
lop, KonnyecTBo HOBOPOXAEHHbIX OxBat, %
Poaunnock xunbimn [MpockpnHMpoBaHo
2011 377 977 241719 64,0
2012 378 226 264 837 70,0
2013 385 230 266 095 69,1
2014 401 070 296 228 73,9
2015 399 586 305 204 76,4
2016 401 682 315737 78,6
1 nonyroamne 2017 r. 190 219 162 602 85,5
Bcero 2 533 990 1852422 73,1
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Cpennsisi yacrora ®KY Bapbupyer ot 1:95720 no
1:11683 HOBOpOXAEHHBIX B rof. I1pu 9ToM HanbGobIIAas Ya-
crora ®OKY nHabmomaercs B KaparanauHckoit ob6nactu
(1:11683), Haumenbinas yacrora ®KY nmeet mecto B KbI-

sputopauHckoi  (1:95720) wu  FOxHo-KazaxcraHckoit
(1:72379) obnactsix, 4TO, BO3MOXHO, OOYCIOBJIEHO HU3KUM
0XBaTOM CKPMHWHTOM HOBOPOXIEHHBIX B JAHHBIX PETMOHAX
(Tabn. 3).

CpenHuin 0xBaT reHeTU4ECKMM HeOHaTallbHbIM CKpUHUHroMm Ha ®KY un Bl B perunoHax PK, Feoma 2
2007 — 1 nonyrogue 2017 r.
O6nacTb 2007 2008 2009 2010 2011 2012 2013 2014 2015 2016 1 nony- |CpegnHuii

rogue |oxsaT, %
2017

AkmonuHckas 97,1 95,6 95,6 91,3 90,0 86,9 93,0 97,5 99,1 96,7 96,8 94,5

AkTIOBUHCKasn 0 52,8 81,1 48,1 49,5 99,8 90,4 87,6 19,1 35,4 42,5 55,1

AnmartumHckas 5,2 49,7 26,8 28,5 79,9 79,2 85,7 86,4 89,6 95,4 87,5 64,9

ATblpayckas 0 25,8 37,0 82,4 88,9 82,3 78,5 99,6 98,1 99,8 97,4 71,8

BKO 0 24,2 82,3 93,9 99,0 96,9 99,1 95,3 97,9 98,9 99,4 80,6

Xambebinckas 0 84,9 98,1 99,9 96,5 95,8 94,9 97,8 98,6 99,7 99,9 87,8

3KO 0 31,6 90,5 98,0 95,9 99,7 98,4 99,2 98,2 99,4 99,9 82,8

KaparanguHckas 87,4 90,0 87,1 99,1 97,5 97,0 82,5 97,7 95,9 97,7 97,3 93,6

KocTtaHarickas 35,2 12,5 62,1 0 70,4 91,4 89,9 72,5 78,6 93,9 97,0 64,0

KbI3blnopamHckas 41,7 53,6 34,8 241 22,2 22,0 29,5 68,9 741 96,1 89,7 50,6

MaHrucTayckas 28,2 0 0 51,9 41,2 45,9 37,2 39,2 36,1 40,7 46,8 33,4

MaBnopapckas 0 29,4 42,5 97,2 95,4 99,4 96,9 99,1 99,9 99,2 97,6 77,9

CKO 88,1 90,3 92,1 92,5 93,5 941 91,3 86,8 94,2 99,3 90,8 92,1

IOKO 0 0 9,2 10,7 6,1 13,0 19,0 17,2 44,9 33,9 65,6 20,0

r. ActaHa 421 77,8 89,5 99,3 87,1 79,4 81,1 87,3 89,5 98,3 100,0 84,7

r. Anmarthbl 95,2 96,9 92,7 99,7 97,6 93,6 86,9 99,4 95,8 98,5 99,9 96,0

Tabmuya 3
CpepHsis yactota ®KY u BI' B pasnuyHbix pernoHax PK
Nno JaHHbIM HEOHAaTaJIbHOrO FreHeTU4YecKoro ckpuHuira 3a 2007 — 1 nonyrogue 2017 r.
O6nacTtb BbiBneHo 605bHbIX DKY YacTtota OKY BbisiBneHo 60sbHbIX Bl YacTtoTa BI'
BCEro BCEro

AKMOnMHCKas 3 39 955 9 13 318

AkTIOGMHCKas 6 19 578 17 6910

AnmaTunHckas 7 36 246 15 16 915

ATblpayckas 3 36 373 32 3410

BKO 14 13 665 30 6377

XKambblinckas 0 0 11 21945

3KO 9 11 886 34 3146

KaparaHgmnHckas 20 11 683 19 12 297

KocTaHarckas 5 16 507 12 6878

Kbi3blnopanHckas 1 95 720 4 23 930

MaHrucTayckas 4 14 350 11 5218

MaBnopapckas 3 34 290 33 3117

CKO 4 19 580 10 7832

IOKO 2 72 379 5 28 952

r. Anmatsl 19 20 303 62 6222

r. ActaHa 5 36 352 32 5680

NTOro 105 24 069 336 7522
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Cpennsist yactota BI' Bapbupyer ot 1:28952 no 1:3117
HOBOPOXXAEHHBIX B rof. I1pu aTom Hanbosbas yacrota BI'
HaoOmonaercs B [1aBmogapckoit o6aactu (1:3117), HauMeHb-
mas yvactrora BIT umeer Mecto B KbI3bUIOpIMHCKOM
(1:23930) u IFOxHo-Kazaxcranckoit (1:28952) obnacrsx,
4TO, BO3MOXHO, OOYCJOBJIEHO HU3KHUM OXBAaTOM CKpPM-
HWHTOM HOBOPOXKIEHHBIX B TAaHHBIX PErMOHAaX.

BHenpenue HeoHaraiabHOro ckpuHuHra Ha ®KY u BI'
MO3BOJIMJIO OTPabOTATh AJrOPUTM HEOHATAJIbHOTO CKPH-
HUWHTa, ONTUMaJTbHBIN 1151 PK, B COOTBETCTBUM ¢ MeXKIyHa-
POOHBIMU CTaHAAPTAMW, BHEIPUTb MEXIa00paTOPHBIA W
BHEILIHUI MEXIyHApOIHbI KOHTPOJb KayecTBa MPOBOIU-
MBIX aHAJM30B B HEOHATAJIbHOM CKPWMHHUHTE, OTPpaboTaTh 1
ONTUMU3NPOBATH MOJIEKYJIIPHO-TEHETUIECKYIO TMarHOCTHU-
Ky Ha @KV, Bkioyas nmpeHaTajbHYI0, CO31aTh atdGopmy
JUIST paclIMpeHusl CMeKTpa HO30JOTMi B HEOHATaIbHOM
CKPUHMHTE M TIPOBEIECHMSI CEJEKTUBHOIO CKPUHWHIA Ha-
CJIEZICTBEHHBIX 0OJIe3HEl 0OMeHa BElleCTB.

BoiBoab1

Takum obpazom, Ha ocHoBe uccaenoBanus 2 520 053 Ho-
BOPOKIEHHBIX TOJYYeHbI TEepPBble PE3yIbTaThl, MPOBEACHBI
aHaJM3 1 olieHKa 3(D(MEKTUBHOCTH TeHETUYECKOTO HEOHATAb-
Horo ckprHuHra Ha ®KY u BI' B PK 3a 2007 — 1 mosyromoue
2017 roaa. ITo naHHBIM HEOHATATBHOTO CKPUHUHTA, TTPOBOIU-
MOTO CO CPEIHMM OXBaToM 3a 3T roasl — 73,1%, B Pecry0-
ke KasaxcraH BriepBbie ycTaHOB/IEHBI cpenHue st PK yac-
totel ®KY u BT, kotopsie coctaBunm 1:24069 u 1:7522 HOBO-
POKIEHHBIX COOTBETCTBEHHO, & TakXe YCTAaHOBJIEHBI YaCTOThI
®KY u BI' mia kaxnoro pernona PK.
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