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[IpoGnema HacieCTBEHHO 00YCIIOBICHHON MATONIOIUU NIPOJOJIKACT OCTaBaThCs aKTyalIbHOM, Ipuodperas B 10-
CIIeTHUE IECATIIICTHS, HAPAY C MEANKO-OHOIOTHIECKOH, 1 OCTPYIO COLHAIBHO-3KOHOMHIECKYIO 3HAUIMOCTb.
Leap — npoBecTH aHATNU3 CTATUCTUYECKUX JAHHBIX IO MPOQUIAKTUKE U AUATHOCTUKE BPOXKIEHHBIX TIOPOKOB
paszsutus (BITP) B [Ipumopckom kpae.

Marepuaj u MeToAbI. B xauecTBe MaTepraa Mccie[0BaHUs OBUIN UCIIONB30BAHbI JaHHBIE MEAUKO-TEHETH-
YEeCKOM KOHCYNBTAIlMH U MEJUKO-TeHEeTHYEeCKON MOMOIIH, cBeeHusI DenepanbHON Ciry>kObl roCy1apCTBEHHON
cTatucTHKY 110 [IpuMopckoMy Kkparo 1o pokaaeMoctd. O6paboTKa JaHHKBIX IIPOBOMIACH C IPUMEHEHHEM Me-
TOJIOB OMHCATEILHON CTaTUCTHKH.

Pesyabrarsl. B 2015-2017 rr. B pamkax OIOMKETHOTO MpHEMA MOCETHIN MEAMKO-TEHETHUECKYI0 KOHCYIIb-
TAIUIO ¥ TIOJYYHIIH COOTBETCTBYIOIIYEO moMoIns 5561 (2015 1), 5537 (2016 1) u 5418 (2018 r.) nmanueHTOB.
Ocuosnas gonst BIIP o0s3aTensHOTO ydyera perncTpHpoBaiack B KpyHHBEIX ropopax (34,1-5,7%), Ha oo
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SIBIICHHBIE B XOJI€ MPEHATAIbHOTO CKPHHHUHTA, — runocnaaus, cuaapom Jlayna. Onpenenens! Hanbonee pac-
npocrpanéHublie BIIP, BoIsBIeHHEIE B X0/1e MAaCCOBOTO HEOHATAILHOTO CKPUHUHTA, — THIIOTHPE03, QEeHMITKeTO-
HypHs1, MyKOBHCIHIO3.
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The problem of inherited pathology remains relevant, gaining in recent decades and medical and biological and
acute socio-economic importance.

Purpose. To analyse statistical data on prevention and diagnosis of congenital malformations in Primorsky
Krai.
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Material and methods. As a material of the study, the data of medical-genetic consultation and medical-
genetic assistance were used. Information Federal State Statistics Service for the Primorsky Territory on the
birth rate. The data were processed using descriptive statistics.

Results. According to the study, during 2015-2017, within the framework of the budget 5561 (2015),
5537 (2016), and 5418 (2018), patients visited reception for the medical and genetic consultation and re-
ceived the corresponding assistance. Most congenital malformation of compulsory registration was record-
ed in large urban districts (34.1-5.7%), and the remaining municipalities accounted for 0.2-3%. Diseases
of the circulatory system, deformations of the musculoskeletal system, diseases of the urogenital system
(frequency of occurrence 36.5%, 13.8%, 11.3%, respectively) dominated the structure of congenital malfor-
mations. The most common congenital malformations of mandatory registration identified during the prena-
tal screening — hypospadias and Down syndrome were identified. The most common congenital malforma-
tions identified during mass neonatal screening included hypothyroidism, phenylketonuria, cystic fibrosis.
Conclusion. Possible reasons for the high level of congenital malformations in some areas of Primorsky Krai
are lack of public awareness of the problem, environmental conditions, distance from the regional medical
and genetic centre, lack of qualified specialists and modern equipment for research in municipal hospitals.
However, proper medical and genetic counselling, prenatal diagnosis and monitoring play a critical role in the
prevention of congenital malformations.

Keywords: congenital malformations; prenatal diagnostics; hereditary diseases; Monitoring, prevention;
medical care management
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BBenenue

[Ipobnema HacmeACTBEHHO OOYCIOBICHHOW MATOJIOTHHU
IPOJOJKAET OCTAaBAaThCS AKTyalbHOW, MpHOOpeTas B IO-
CJICIHUE NECATUICTHS, HApsIAy ¢ MEIUKO-OMOIOrHYeCKOM,
U OCTPYIO COLUAIbHO-3KOHOMUYECKYIO 3HAuMMOCTH [1].
Cornacuo naraeiM BO3, okono 5% HOBOPOXAEHHBIX CTpa-
JAIOT TEeMH WM WHBIMH BPOXIEHHBIMH MTOPOKAMH Pa3BH-
tus (BIIP). B nepBblie 28 nHel )U3HU KaXKblid O/l yMHpa-
ot 270 TeIC. mereit [2—4]. B merckux OonbpHHUIIAX 00IIETO
npodwmist 10-20% manuenToB cocTaBistoT aetu ¢ BIIP, uto
B 5—10 pa3 BhIIIE YaCTOTHl TAKKX OOJHHBIX B MOMYJISAIHHA [5].
MHorue reHeTHuecKkue 3a00JIeBaHUs NEpeJaloTcsl 0 Ha-
CJIENICTBY, MPOTCKAIOT OYCHb TSKEIO U TPAKTUICCKHA HE
MMOATAI0TCS JICYCHUIO.

EvHCTBEHHOM BO3MOXKHOCTBIO YMEHBIIUTH MEIUIIHH-
CKMM M COLMAIBHBIM «Ipy3» HACJIEACTBEHHBIX aHOMAJIUN
SIBISICTCSL TIPOBEACHUE MPO(MIAKTUICCKUX MEPOIPHATHI
TTOCPEICTBOM ~ MEIUKO-TeHETHIECKOTO  KOHCYIBTHPOBAHHS
[5-7]. HecomHeHHBI ycTIeXy MEAMIIMHCKON TeHETHKN B 00Ja-
CTH HICHTU(UKAI[MKM TeHeTUYECKUX 3aboneBanuii [8]. Ycra-
HOBJICHHE TOYHOHM TPUYHHBI MMATOJIOTHH PA3BUTHUS JAET BO3-
MOYKHOCTh OCYIIECTBHUTH aJI€KBATHOE METUKO-TEHETHIECKOE
KOHCYJIFTHPOBAaHHE YJICHOB CEMbH, YTOYHUTh TC€HETUUECKUN
MPOTHO3, OMPENEIIUTh MOPSIOK JICUCHUS U YXO/a 33 OOJILHBIM
pe6énakom [5]. OcobeHHO OveBHIHA BAXHOCTH MPABHIBHOMN

JMAarHOCTUKH TIpH OO0JIE3HSIX 0OMEHA BEHIECTB, IJIST KOTOPBIX
pa3paboTaHbl U BHEIPEHBI METOMABI Tepamuu. be3yciioBHO,
JIaNTbHEHIIINe YCHITHS Bpadeld U TeHETHKOB JIOJKHBI OBITH Ha-
NIPaBJICHBl Ha CO3/1aHHE AJITOPUTMOB IH((epeHINATBHOMN
JMAarHOCTUKHY HACIIEACTBEHHBIX 3a00JI€BaHNi, N3yUEHUE 0CO-
OeHHOCTEl maroreHesa, pa3padoTKy HOBBIX METOJIOB JICUCHUS
u npouIaKTuky [9].

Hennr wmccaenoBaHusi — MPOBECTU aHAIU3 CTAaTUCTHU-
YeCKUX NaHHBIX M0 mpodunaktuke u quaraoctuke BIIP B
IIpumopckoM Kkpae.

MarepuaJ 1 MeTOIBI

B kauecTBe Marepuaa McCiIeI0BaHus ObIIM HCIIONIB30Ba-
Hbl JaHHblE KpaeBoill MeIuKO-TeHeTU4eCKOW KOHCYNIbTallud
(KMI'K, BnaanBOCTOK), KOTOpasi OCYIIECTBISIET MEIHKO-
TeHETHYECKOe KOHCYIBTHPOBAHUE ceMeil M OONBHBIX C Ha-
CIEJCTBEHHON U BPOXKAEHHOW MaToJOrued, MCIOob3ys Mpu
YTOUHEHHH [UArHo3a TeHEaJOrn4ecKUi aHaau3, CHHIPOMO-
JIOTHYECKNH METOA, IUTOTCHETHIECKHE METOIBI MCCIIEN0Ba-
HUSE, BEIET TEPPUTOPHUABHBIN PErUCTp ceMel U OONbHBIX C
HACJIEICTBEHHONW M BPOXKIEHHOW MAaTOMOTHMEH M UX JUCIaH-
cepHOe HaONIONEHNe; TPONAraHAupyeT MeIUKO-TeHeTHYe-
CKHE 3HaHMS CPEIH HACEIICHHS.

AHanu3upoBaUCh MoKa3aTean paboThl MEITUKO-TeHETH-
YEeCKOM KOHCYIBTAllMM M MEIUKO-TeHETHUECKON MOMOIIH IO
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Taomauua 1. [Tokazarenu 0I0KETHOTO MPUEMa KOHCYIIFTaTUBHOTO
oraenenuss KMI'K

Table 1. Indices of budgetary admission of the advisory department
of the Regional Medical and Genetic Consultation

Children and adolescents’ health

Tadmuua 2. KonruecTBo mpoBeAEHHBIX UCCIEI0BAHUN
JUIS BEISIBIICHHS] BPOXKAEHHBIX TIOPOKOB Pa3BHTHS

Table 2. The number of studies conducted to identify congenital
malformations

ITokazaresnb Ton / Year
Index 2015 | 2016 | 2017
dakTideckas Harpy3Ka, Ynuclo mocenennii 5561 5537 5418
Actual load, number of visits
[InanoBas Harpyska, yucio nocemenuit 5455 5455 5455
Planned load, number of visits
% BBIMIOIIHEHUS IIaHA 101.9 1015 99.3

% of the plan

KOJMUYECTBY MallMEHTOB KOHCYJIBTaTHBHOIO NMpHEMa, MpOBe-
JIEHHBIM HCCJIECAOBAaHHUAM U BBISBICHHBIM BPOXKAEHHBIM aHO-
MmanusiM 3a 2015-2017 rr:

* [PEHATaJHHOTO CKPHHMHTA OepeMEeHHBIX Ha paclpocTpa-
HEHHBIE XpoMocoMHble Oone3nn u BIIP nentpanbHOit
HEPBHOI CHUCTEMBI HA OCHOBE YIBTPA3BYKOBOTO HCCIEN0-
BaHUS U OLEHKH MaTEPHHCKHX CHIBOPOTOYHBIX MAapKEPOB
(a-¢eTonpoTenH, XOPHOHUYECKUH TOHAZOTPONHH Yelo-
BEKa), a TaK)Ke MPEHaTaIbHO-IIUTOIeHETHUECKOH InarHo-
CTHKH XPOMOCOMHBIX OOJIE3HEH B rpyIIax pucKa;

* IPEHATaIbHON AMATHOCTHKH PACIPOCTPAHEHHBIX HACIEN-
CTBCHHBIX M BPOXIEHHBIX OOJIe3HEHl Ha OCHOBE 2-3Tarl-
HOTO YNbTpa3ByKoBoro ckpunuHra (I sram — obeaxy-
mepckuil, Il sTanm — nmoaTBepikAarolee yIbTpa3ByKOBOE
uccienoBaane B KMI'K), a Taxke mpeHaraipbHO-IIUTOTE-
HETHYECKOM JHAarHOCTHUKH XPOMOCOMHBIX 00JIe3HEH B BO3-
pacTHO rpymmne pucka (KeHIIUHBI 39 JIeT u cTapiue);

* MAaccOBOTO HEOHATaJIbHOTO CKPHUHHMHIA HA HACIEICTBEH-
HBIE 32007eBaHNsT OOMEHa BEIIECTB, B TOM YHCIe (peHMII-
KETOHYPHIO, BpOKIEHHBIN THIIOTUPE03, MyKOBUCLIUJIO3.

B kauectBe Marepuana MCCIEIOBaHUS TakXke OBUTM HC-
TIOJTb30BaHBbI cBeZieHUsI PenepanbHOi CiryOBI TOCynapCTBEH-
HOM cTatucThky no [IpuMopckoMy Kpatro Mo poKAaeMOCTH.

O6paboTka JaHHBIX MPOBOAUIIACH C IPUMEHEHHUEM METO-
JIOB OMMCATEbHON CTaTUCTUKU.

Pe3yabratsl

B xone nccnemoBanus ObUTH TIOTYYCHBI JTaHHBIC O IOCE-
maemoctu KMI'K B 2015-2017 rr. (Ta6a. 1). CpaBHUB 3TH
MOKAa3aTeNid ¥ HOPMAaTHBHBIC!, YCTAHOBHUIIH, YTO B JTOT Iie-
pHOJ HAOMIONANOCh CHIDKEHUE YacToThl moceniernii KMI'K
(8 2016 1. camzmnace Ha 0,4%, B 2017 . — Ha 2,1%), paxTH-
yeckni mokaszarens 3a 2017 . Takke He COOTBETCTBYET HOP-
MaTHBHOMY. DTO BO3MOXKHO OOBSCHHUTH AByMs MPUYMHAMMU:
cHIKeHHEM poxknaemoctd [10] u pazHOOOpasueM 4acTHBIX
MEIUIMHCKIX yIPEIKICHHA.

[Ipu mpoBeneHNM MpeHATATBFHON AMATHOCTHKH (TA0J. 2)
HaOJIOIaeTcsl CXOKasi TEHICHIMS: YUCIO TMAIMEeHTOB, IMPO-
HIeIINX MacCcOBBI CKpUHHUHT B 2016 I., yMEHBIINUIOCH Ha
3,4%,8 2017 r. —Ha 11,2%. YMEHBIIMIIOCH KOJIMYECTBO WHBA-
3uBHBIX npouenyp: B 2016 . —Ha 12%, 8 2017 . — Ha 16,5%,
KapHOTHIIMPOBaHUA (MHBa3uBHas mporenypa) B 2016 . — Ha
16,4%, 82017 r. —Ha 8,1%, Y3U nnona B 2016 . — Ha 1,18%,

! Tlpukasz Munsapasa P® or 30.12.1993 Ne 316 «O mambHeiiniem
Pa3BUTHH MEIUKO-TEHETHUECKOM CyXO0bl MHHHUCTEpCTBa 34paBOOXpa-
HeHus Poccniickoit denepanmmy.

Ton

Bup uccnenosanust
No A A Year

Type of research
2015 | 2016 | 2017

121 510 117 354 104 215

1 MaccoBblif CKpUHHUHT, 1
Bulk screening, n

Hopwmarus, n / Norm, n 87500 87500 87500
% BBIMIOJTHEHMS TJIaHA 138,9 134,1 119,1
% of the plan

2 CenexkTuBHBII CKPUHUHI, 7 788 901 830
Selective screening, n
Hopwmarus, n /Norm, n 700 700 700
% BBITOJHCHUS TJIaHA 112,6 128,7 118,6
% of the plan

3 ChIBOpOTOYHBIE MAPKEPHL, 71 33683 30389 30689
Serum markers, n
Hopwmatus, n / Norm, n 25576 25639 25622
% BBITIOJIHEHUS TJIaHA 131.7 1185 1198
% of the plan

4 VlHBa3uBHBIEC IPOLEAYPHL, /1 283 249 208

Invasive procedures, n

Hopwmatus, n / Norm, n 412.5 375 300

% BBIMIOJTHEHHS TUIAaHA 68.6 66.4 71.0
% of the plan

5 Kapuorunuposanue, n 583 645 687
Karyotyping, n
Hopwmarus, n / Norm, n 473 630 630
% BBITIOTHEHHS TUIAaHA 123.4 1024  109.0
% of the plan

6 KapnorunmpoBanue (MHBa3UBHAS 281 235 216
MpOLeaAypa), 1
Karyotyping (invasive procedure), n
Hopwmatus, n / Norm, n 320 200 200
% BBITIOJIHEHUS TJIaHA 87.8 117.6 108

% of the plan

7 VY3U mmona, n
Ultrasound of the fetus, n

4717 4661 3821

Hopwmarus, n / Norm, n 3750 4215 4500
% BBIIOJTHEHUS IIAHA 125.8 113.0 84.9
% of the plan

8 VY3U miona (B TOM 4ucIie mpu 1208 1157 798
HMHBA3MBHOI NpeHaTanbHON
JIMATHOCTHKE), 1
Ultrasound of the fetus (including
with invasive prenatal diagnosis),
Hopwmarus, n / Norm, n 1200 1000 800
% BBITIOJTHEHHMS TJIaHA 100.7 115.7 99.8
% of the plan

Bcero % BemonHeHus miaHa 110.5 112.0 102.8

Total % of the plan

IIpuMeyaHue. n— yuciIoO UCCIIEOBAHUMA.
Note. n— number of studies.
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The values of congenital malformations:
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VYposens pacnpocrpanénnocty BIIP obs3arenbHoro yuéra cpenu HoBOpoxxAEHHbIX B [IpuMopckom kpae 3a 20102017 rr.

PanoHbI MNprmopckoro kpas:
Districts of Primorsky Krai:

1 — HapexpeHckuii / Nadezhdenskiy

2 — LWkotosckun / Shkotovskiy
3 — XacaHckun / Khasanskiy
4 — Yccypuiickun / Ussuriyskiy

5 — Muxannosckuii / Mikhaylovskiy

6 — OkTsbpbCkuit / Oktyabr'skiy

7 — Xoponbesckuin / Khorop'evskiy;

8 — XaHkawickun / Khankayskiy
9 — MorpaHnyHbIv / Pogranichnyy
10 — Cnacckuin / Spasskiy

11 — OanbHepeyeHckuin / Dal'nerechenskiy

12 — YepHurosckuii / Chernigovskiy

13 — Kuposckuit / Kirovskiy
14 — Noxapckun / Pozharskiy

15 — KpacHoapmetickuii / Krasnoarmeyskiy
16 — INlecosaBoackuii / Lesozavodskiy

17 — AHyunHckmn / Anuchinskiy
18 — Yyryesckuii / Chuguevskiy
19 — Axosnesckuii / Yakovlevskiy

20 — NanbHeropckuii / Dal'negorskiy

21 — TepHeickuit / Terneyskiy

22 — KaBaneposckuin / Kavalerovskiy

23 — OnbruHckui / Ol'ginskiy
24 — MNaptusaHckui / Partizanskiy
25 — INNasoBsckuia / Lazovskiy

The prevalence of congenital malformations of mandatory registration among newborns in the Primorsky region in 2010-2017.

Taomuua 3. Yactora BIIP y HoBOpoxknéHHBIX [Ipumopckoro kpas B 20162017 rr.

Table 3. The frequency of congenital malformations in the Primorsky region in 2016-2017

I'pynnsr BITP

Tox / Year

2016

2017

2016

2017

yucio cinyyaes BITP
Ha 1000 poguBmIMXCS

yucio ciaydaes BIIP
Ha 1000 poxuBIIIXCS

Tewmm pocta, %

Groups of congenital malformations (CM) a6c. JKUBBIMH U MEPTBBIMU abe. JKHBBIMHU U MEPTBBIMHU 5
abs. | frequency of CM, incases | abs. | frequency of CM, in cases Growgl ratio,
per 1000 born alive and dead per 1000 born alive and dead °
M+Em MEm

BIIP cucremsl kpoBooOpamieHus 123 5.38+0.48 119 5.82+0.53 96.7 3.3

CM of the circulatory system

BIIP 1 nedopmarnym KOCTHO-MBIMIETHON CUCTEMBI 59 2.58+0.34 45 2.20+0.33 76.3 237

CM and deformations of the musculoskeletal system

BIIP mouemnonoBoi cucteMbl 40 1.75+0.28 37 1.81+0.30 925 75

CM of the genitourinary system

BIIP nonoBbIX opraHoB 35 1.53+0.26 33 1.61+0.28 943 5.7

CM of the genitals

BIIP opranoB numieBapeHust 23 1.01 £0.21 15 0.73 £0.19 652 348

CM of the digestive organs

Jpyrue BITP / Other CM 22 0.96 + 0.20 26 1.27 +£0.25 1182 -18.2

Pacmennna ryos u uHéGa 20 0.88 +£0.20 20 0.98 +£0.22 100.0 0.0

Cleft lip and palate

BIIP mepBHOIT crcTeMbl 22 0.96 +0.20 2 0.10+0.07 9.1 909

CM of the nervous system

XpOMOCOMHBIE aHOMATIHH 21 0.92+0.20 18 0.88 +0.21 85.7 143

Chromosomal abnormalities

BIIP opraHoB nbpIxaHust 6 0.26 +0.11 3 0.15 £ 0.09 50.0 50.0

CM of the respiratory organs

BIIP raza, yxa, nuna, meu 5 0.22+0.10 8 0.39+0.14 160.0 -60.0

CM of the eyes, ear, face, neck

HoBoobpa3zoBanus 2 0.09 + 0.06 0 0.00 + 0.00 0.0 100.0

Neoplasms

Bcero / Total 378 16.54 + 0.84 326 15.95+0.88 86.2 138
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Taonuua 4. Yacrora BIIP o6sa3arensHoro yuéra y nered 8 2016—-2017 rr. B [Ipumopckom kpae

Table 4. Frequency of congenital malformations of mandatory registration in 20162017 in the Primorsky region

Ton / Year
2016 2017 2016 2017
I yucno ciayyaeB BITP yucio ciayyaes BITP
030(popMBI Ha 1000 poauBLIUXCS Ha 1000 poauBmHXCS
Nosoforms a6e. JKUBBIMH U MEPTBBIMH abc.| KMBBIMH M MEPTBEIMH | Temm npupocta, %
abs. | frequency of CM, incases |abs.| frequency of CM,incases | Growth rate, %
per 1000 born alive and dead per 1000 born alive and dead
M+m M+m

T'unocnanus / Hypospadias 29 1.27+£0.24 25 1.22+£0.24 86.2 13.8
MmuoxectBennsle BIIP / Multiple malformations 19 0.83+£0.19 22 1.08 +£0.23 115.8  -15.8
Cunppom [layna / Down syndrome 18 0.79 £0.19 16 0.78 £0.19 88.9 11.1
Tunpouedanus / Hydrocephalus 11 048 +0.14 1 0.05+0.05 9.1 90.9
Pacmennna uéb6a / Cleft palate 10 0.44 +£0.14 9 0.44 £ 0.15 90.0 10.0
Pacmenuna ryos/uéba / Cleft lip/palate 10 0.44+0.14 11 0.54+0.16 110.0  -10.0
AreHe3us/TUCTeHEe3Us IOYEK 8 0.35+0.12 7 0.34+0.13 87.5 12.5
Renal agenesis/dysgenesis
CnmHHOMO3r0Bast Tpbbka / Spinal hernia 8 0.35+0.12 0.00 £ 0.00 0.0 100.0
Tpancmo3urms cocynos / Vascular transposition 7 031+0.12 0.15+0.09 42.9 57.1
PenyxunonHble NOPOKY KOHEYHOCTEH 6 0.26 +0.11 0.10 £ 0.07 333 66.7
Limb reduction defects
Atpesus anyca / Anus atresia 4 0.18 +0.09 3 0.15 £ 0.09 75.0 25.0
Owmdaronenie / Omphalocele 2 0.088 = 0.06 2 0.098 £ 0.07 100.0 0.0
l'unonna3zus JIeBbIX OTAEIOB cepaua 2 0.09 + 0.06 1 0.05+0.05 50.0 50.0
Hypoplasia of the left heart
Arpesust nuieBosa / Esophageal atresia 1 0.04 £0.04 5 0.24£0.11 500.0 —400.0
Mukporus, anotus / Microtia, anotia 1 0.04 £ 0.04 4 0.20£0.10 400.0 -300.0
Juadparmansras rpepka / Diaphragmatic hernia 1 0.04 + 0.04 2 0.10 £ 0.07 200.0 -100.0
DKCTpodHsi MOYEBOTO ITy3bIPs 1 0.04 +0.04 1 0.05 +0.05 100.0 0.0
Bladder exstrophy
TacTpommzuc 0 0.00 + 0.00 3 0.15 +£0.09 +3 +3
Gastroschisis ciydast  ciydas
AmndHIEhanus 0 0.00 = 0.00 1 0.05+0.05 +1 +1
Anencephaly cimydait  cimyvai
Onucnaaus / Epispadias 0 0.00 + 0.00 0 0.00 + 0.00 0.0 0.0
Ouuedanornene / Encephalocele 0 0.00 £ 0.00 0 0.00 + 0.00 0.0 0.0
Bcero / Total 138 6.04 £0.51 118 5.77+0.53 85.5 14.5

B 2017 r. — Ha 18%, Y3U nnona npu WHBA3UBHOMN MpeHATANb-
Hoi nuardHoctuke B 2016 . — Ha 4,2%, B 2017 . — Ha 31%.

B IIpumopckom kpae ocHOBHas ponst BITP o6s3aTensHOTO
yuéTa perncTpupoBanach B KpymHbIX ropojax: Bo Brnaanso-
croke (34,1% ot Bcex cmyuaeB), Haxoake (14,3%), Apréme
(7,1%), Yccypwiicke (5,7%), Ha OO OCTAIBHBIX HPUXOIH-
nock 1o 0,2-3,0% (pucynok). BITP obs3arensHoro yuéra He
PETHCTPUPOBAIICH HA MPOTHKEHNUU 4 j1eT B OJIBIMHCKOM MYy-
HununanbHoM parioHe. CoracHo ganueiM KMI'K, 3a 2012—
2017 rr. lkotoBckuit, AnyunHckuid, JlazoBckuit, Ciacckuii,
Ioxxapckuii, UyryeBckuii pailoHbl 0CTaIOTCs HAIPSXKEHHBIMU
B oTHOmeHNnHU BcTpedaemocT BIIP obs3atensHOTO yuéTa.

B 2016-2017 rr. B ctpykrype BIIP (Tadm. 3) mpeobna-
nanu BIIP cucrems! kpoBooOpamienus, BIIP u nedpopmarmn
KOCTHO-MBIIIEYHOM cuctembl, BIIP MouenonoBoil cuctemsl
(gacrora BcTpewaemoctu B 2017 1. 36,5, 13,8 u 11,3% coot-
BETCTBEHHO).

B pamkax npenaransHoro ckpununra BITP (Tadu. 4) 00s-
3atenbHoro yuéra’ 3a 20162017 rr. camMbiMH pacmpocTpa-
HEHHBIMH 3a00JICBAaHUSMHU OKA3aJIMCh THITOCTIAIUS, MHOXKE-
ctBennble BIIP, curapom Jlayna (dactoTra BCTpEe4aeMOCTH B
2017 . 21,1, 18,7 u 13,5% COOTBETCTBEHHO).

B xone mpoBeieHrss MACCOBOTO HEOHATATHFHOTO CKPUHIH-
ra (Tadja. 5) cpenn HaclIeICTBEHHBIX 3a0oieBaHMA OOMeHa
Bemects® B 2015-2017 rr. Haubojee pacmpoCTpaHEHHBIMH
SIBJISIIOTCSL  THIIOTUPE03, (PEHUIIKETOHYPHUS, MYKOBHCIHUIO3
(dactota BcTpeuaemoctu B 2017 1. 47,4, 26,3 u 10,5% coot-
BETCTBEHHO).

2 Tlepeuyenn 3aboneBanuii cormtacHo Ilpukasy Munsmpasa PD or
10.09.1998 Ne 268 «O MOHHMTOpPHHIEC BPOXKAEHHBIX HOPOKOB Pa3BUTHS
y JeTei».

3 Tlepeuens 3aboneBanuii npuBeaéH cornacuo Ipukasy MuH3apas-
conpazsurus P® ot 22.03.2006 Ne 185 «O maccoBoMm 00ciIe10BaHUI
HOBOPOXKIEHHBIX JIETCH Ha HACJICACTBECHHBIE 3a00ICBaHUS.
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Table 5. The results of the examination of newborns in the framework of mass neonatal screening

Hacnencreennsie 3a00meBaHus 0OMeHa BEIICCTB
Hereditary metabolic diseases (HMD)

3a0051€BaEMOCTD, YHUCIIO
ciy4yaen
The incidence of HMD, abs.

Temn npupocra, %
Growth rate, %

2015 | 2016 | 2017

2015-2016 | 20162017 | 2015-2016 | 20162017

I'mmotupeos / Hypothyroidism 11 9 63,64 128,57 36,36 -28,57
Oennnketonypus / Phenylketonuria 5 3 5 60,00 166,67 40,00 -66,67
MyxoBucuuno3s / Cystic fibrosis 4 3 2 75,00 66,67 25,00 33,33
AnpeHoreHuTanbHbIN cuHapoM / Adrenogenital syndrome 1 4 1 400,00 25,00 -300,00 75,00
Tamakrozemus / Galactosemia 2 1 1 50,00 100,00 50,00 0,00

Jleitiuuo3 / Leucinosis 0 0 1 0,00 0,00 0,00 0,00

Bcero / Total 23 15 19 65,22 126,67 34,78 -26,67

Oobcy:xneHue

Crenyer ormeruTh, uTo 3aboneBaemocth BIIP pactér B
nenom 1o crpare [11], B Ilpumopckom kpae [12], mpyrux pe-
ruonax Poccum [7, 13].

ITo maHHBIM HalIero MCCIeA0BaHUs, CaMble€ PacpoCTpa-
néunble BIIP B [Ipumopckom kpae — BIIP cucremsl kpoBoo-
opamenns, BIIP u nedopmarui KOCTHO-MBIIIIEYHON CHUCTE-
Mbl, BIIP moueBoil cucremsl. IIpu cpaBHEHUU C NaHHBIMU
JpYyTUX peruoHoB Poccun MOXHO yBUAETH Cledylollee: B
OosbIIMHCTBE pernoHoB B crpykrype BIIP mpeobnanator
BpOXKAEHHBIE AHOMAJIUU CEPACYHO-COCYAUCTON CHUCTEMBI
[14]. Tak, cpenu BIIP B CaparoBckoii obnactu, PecnyOnuke
Ynmyptust Hanbosee 4acTo BCTPEYArOTCsl OPOKU Pa3BUTHS
CEPAECYHO-COCYTUCTON CHCTEMBI, HA BTOPOM MECTE — IIOPOKH
pa3BHUTHUS LEHTpaNbHON HepBHOU cucteMsl [15—17]. B Kyp-
cKkoii oOnactu B cTpykrype BIIP Benymue mecra o pacnpo-
CTPAaHEHHOCTH 3aHMMAJIM TOPOKH CEPACUHO-COCYAMCTOMH,
KOCTHO-MBIIIEYHOW M HepBHOW cucrem [18]. B kpymHoM
MpOMBIIIUIEHHOM 1eHTpe — HoBocubupceke B 2015-2017 T
JMUIUPYIOlee MOJI0KEHNE 3aHUMaNu MHOxecTBeHHble BIIP
cepaua u cocynos [19].

Pacnipenenenne HaciienCTBEHHBIX 3aboneBaHMi OoOMeHa
BewecT B [IpuMOpcKoM Kpae He OTIIMYaeTcsl OT oKa3arenen
B 1esioM 1o Poccuu — npeobnanaroT GeHUIKSTOHYpHUs, aape-
HOTEHUTAJBHBIH CUHIPOM M MykKoBucuuao3 [11]. Haubomnee
yacto BcTpedaeMble BIIP obs3arensHOro yuéra, BoIsBICHHBIC
B XO7I€ IPEHATaIbHOTO CKpuHUHTa B [IpuMopckom kpae, — ru-
nocnaausa, MHoxecTBeHHble BIIP, cunnpom /layHa.

BoO3MOXHBIME IpUYMHAMH PACHPOCTPAHEHHOCTH pa3-
JWYHBIX aHOMAJIMH Pa3BUTHS IUIOAA SBISIFOTCSI BBICOKas pac-
MIPOCTPaHEHHOCTD SHIOTEHHBIX W 9K30T€HHBIX TEPATOT€HHBIX
¢daxropoB pucka [20-23], 3KoNOro-rurueHUYEcKuii Gakrop
[12, 13, 18], BbICOKas CTOMMOCTh HOBEUIIIUX METOAOB JHa-
rHoctuku BIIP n orcyTcTBHE HOCTATOUHOIO YMCIa KOHCYIb-
TUPYIOIIUX Bpadei [24, 25], HegocTatouHas HHPOPMUPOBAH-
HOCTb HaceJIeHHsI O MeTOJ[ax NPO(UIIAKTHUKY HACIIEICTBEHHOM
U BpOXAEHHOM maroyoruu [26].

Brlcokuii ypoBeHb TaTONIOTHH OTMEYAETCs B 30HE KPUTH-
YECKOM 3KOJIOTMYECKON CUTYalMH, I1Ie PacHOIOKEHBI Mpea-
IIPUATHUS CTPOUMHYCTPUH, CYLOPEMOHTA, TOPHOXUMUYECKON
W YTOJBHOW NMPOMBIIUIEHHOCTH, a TaK)Ke pailoHbl C WHTEH-
CUBHOM XMMM3aLMEN U METUMOpaluen CeabCKOro X03iCTBRa.
K wum otHOCsATcs Cnacckmif, IIkoToBckmid, XOpOIBCKHH,

Hansueropckuii, KaBanepoBckuii, Xankaiickuii, YepHUroB-
ckuii paiionsr [12, 27]. Ha mpoTsDkeHHH TOCTETHETO Aecs-
TUJIETHS OHH OCTAIOTCA HANpsKEHHBIMHU B OTHOIIEHUH pac-
HIPOCTPAaHEHHOCTH T€HETUUECKUX aHOMAaJIUH.

Hapsiny ¢ HeCOMHEHHBIMM ycmexamMH B o0jacTH u3-
Y4EHUs HaCJIE[CTBECHHBIX MATOJIOTHII €Ile OCTaeTCs HEMAlo
npo0ieM. Bo MHOTOM 3TO CBSI3aHO CO CJIOKHOCTSIMH U BBICO-
KO CTOMMOCTBIO T€HETUUECKUX UccieaoBaHui. X mpakTu-
YECKOE UCTIOIb30BaHKE TpeOyeT OOIBIIOTO OMBITA U CITAXKCEH-
HOW pabOTHl MHOXKECTBA CIICIUATUCTOB. TOIBKO B yCIOBHUAX
KOMITJICKCHOTO TTOJIX0/1a MOXKHO OKUAATh 3P HEeKTUBHBIX pe-
3yJBTaTOB B 00JACTH MPOQHIAKTHKY TeHETHIECKHUX 3aboJe-
BaHu# [9, 28, 29].

BriBoabI

BrisiBneHo, uTo camble pacnpoctpanénubie BITP pedbénka
B [Ipumopckom kpae — 3to BIIP cucrembr kpoBooOpaeHus,
BIIP u nedopmaruu KoCTHO-MEBIIIeYHON cucTeMbl, BITP Mo-
YEBOM CHCTEMBI.

Yacro Bcrpewaembie BIIP oGs3arensHOro y4éra, BBISB-
JIEHHBbIE B XOJle¢ TIPEHATAIbHOTO CKPUHHMHTA, — THUIIOCHAINS,
MHoxecTBeHHbIe BIIP, cunapom [ayna.

Hambonee pacmpocTpan€HHBIC HACIEICTBEHHBIC 3a00Ie-
BaHM 0OMEHA BEIIECTB, BBIIBJICHHBIC B XO/I€ MacCOBOTO He-
OHATAJILHOTO CKPUHHMHIA, — THIIOTHPEO3, (DEHUIKETOHYPHS,
MYKOBHCLIHI03.

Bo3Mo)xHbIE TPUYHHBI BBICOKOTO YPOBHS paclpoCTpaHEH-
Hoctu BIIP B IIpuMopckoMm kpae — HemoctarodHas WHGOP-
MHPOBAHHOCTh HACEJICHUS O MPOOJEME, YCIOBHS BHEUTHEH
cpensl; a Taoke yaanéunocts or KMI'K, nexBarka kBanudu-
IIUPOBAHHBIX CIICIIHAINCTOB U COBPEMEHHOTO 000pYyIOBaHMUS
JUIsl IPOBENIEHUS UCCIIE0OBAHUSI.

Pesynbrarel gestensaoctd KMI'K B ob6nactu quarnoctu-
ku 1 iporraktuky BITP B 11e710M COOTBETCTBYIOT HOPMATHB-
HBIM JTOKYMEHTaM, OJHAKO HEMaJOBa)XKHBIM OynmeT oOpaTHTh
BHMMAaHUE Ha YCOBEpPLICHCTBOBAHUE M BBEICHUE B IIOBCE-
MECTHYIO MPAKTHKY Pa3HOOOPA3HBIX METOMOB MPO(MUITAKTUKA
BIIP, ocobernno ans 3a0oieBaHUi, MPEACTABISIONUX OMac-
HOCTB JIJIS XKWU3HH (THUAporedanus, TPAaHCIIO3UINS COCYIIOB,
TUTIOTIIA3Ms JIEBBIX OTNIEJIOB CEep/Ila, adHIepas).

[IpaBunbHast opraHu3anuss MeIUKO-TeHETUYECKOTO KOH-
CyJABTUPOBAHUS, MIPeHaTaIbHasl JUArHOCTHKA, a TAaKKe MOHHU-
TOPHUHT UTPAIOT OYCHBb BAKHYIO POb B podrakTuke BITP.
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