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Iens nccieqoBaHuA: onpenesieHNe PACIPOCTPAHEHHOCTH PA3JIMYHBIX HO30JIOTHYECKUX (POPM pegKux
(opdanHbIX) 3a00JIeBAHNMI Cpeau AeTCKOro HacenaeHusd Poccuiickoit @enepanyu (P®) nisa pacumpeHns
M COBEPUIIEHCTBOBAHUSA THATHOCTHYECKHUX pecypcoB. Matepuajbsl U METOIBI MCCIETOBAHHUA: PAacCUu-
TaHA PAaCIPOCTPAHEHHOCTHh OTHAEJBHBIX HO30JIOTMYECKUX (POPM SKM3HEYTPOKAIONIUX U XPOHUUECKUX
IMPOrPeCCUPYIOIINX PEeIKuX 3a00JeBaHMN CPegy NEeTCKOT0 HACEJEeHUHA II0 JAHHBIM PErHOHAJIBHBIX
cermeHTOB DenepansHOro perucrpa. OueHeHbI pe3yIbTaThl CKPHHUHTOBOTO YJIBTPA3BYKOBOTO HCCJIE-
IOBAaHMSA ILIOAA, IPO0 HAa OMOXMMUYECKUII CKPUHUHT M OXBAT JeTeil HEOHATAJbHBIM CKPMHHHIOM B
P®. Pe3ynapTaThl: OTMEUEH POCT PACIPOCTPAHEHHOCTH PEAKHUX 3a00JIeBaHUil 3a cUeT GOJBIIMHCTBA
Ho30JI0THYecKuX (hopM 6e3 u3MeHeHUuA UX CTPYKTyphl. IIpu MHOrNX HO30JI0rHYecKUX (hopMax yBesu-
YeHUe UX PACIIPOCTPAHEHHOCTH COIPOBOSKIAJIOCH COKPAIleHUEM TO0JIH JeTell cpeau BecexX 3a00/1eBIINX.
Y cTaHOBJIEH BBICOKHUIL 0XBAT 0€PEMEHHBIX 'KEeHIIWH YJIbTPa3BYKOBBIM CKPUHUHIOM. IIpu aTom uuciao
ILTOJIOB C BBIABJIEHHBIMH BPOYKAEHHBIMH IIOPOKAMH PAa3BUTHA He MPeBImA0 2% . OTKIOHeHUs npu
IpPOBeAeHUN P00 Ha OHMOXMMUYECKHII CKPHHUHT perucrpuposaiucsk B 3—5% ciaydaes. OxBaT HeoHa-
TaJBHBIM CKPMHUHIOM COCTaBJIsLI He 6osee 95% . 3a mepuox 2013—2018 rr. mposegeno 49,9 miux ckpu-
HUHTOBBIX TECTOB M OBLJIO BBIABJIEHO 7,7 THIC. HOBOPOKJAEHHBIX C BPOKIEHHBIMH U HACJIECTBEHHBIMU
3abomeBanusaMu. O00CHOBaHa HEOOXOOMMOCTH BKJIOUEHHS B HEOHATAJIBHBIH CKPUHUHI Op(aHHBIX
0oJIe3Hel, PN KOTOPBIX BO3MOKHO IIPUMeHeHNe IaTOTeHeTHYeCKO Tepanun. 3aKJII0ueHne: onpeeJe-
HUEe PacCIPOCTPAHEHHOCTH PAa3JIUYHBIX HO30JI0THYeCKNX (hopM opdhaHHBIX 3a00JIeBaHUIT YPEe3BHIYAITHO
Ba’KHO ¥ HEOOXOTUMO /I PACIINPEHUS U COBEPIICHCTBOBAHUSA X JUATHOCTHUKH, YTO ITO3BOJINT IIOBHI-
CHTH BBIABJISIEMOCTH JaHHOM ITATOJIOTHU.
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Objective of the research: to determine the prevalence of various nosological forms of rare (orphan)
diseases in pediatric population of the Russian Federation (RF) to expand and improve diagnostic
resources. Materials and methods: the prevalence of individual nosological forms of life-threatening
and chronic progressive rare diseases in pediatric populationwas calculated according to the
regional segments of the Federal Register. The results of fetus ultrasound screening, samples for
biochemical screening and coverage of children with neonatal screening in the Russian Federation
are evaluated. Results: the study revealed an increase in the prevalence of rare diseases due to the
majority of nosological forms without changing their structure. For many nosological forms, an
increase in their prevalence was accompanied by a decrease in the proportion of children among
all patients. A high coverage of pregnant women with ultrasound screening was revealed. The
number of fetuses with identified congenital malformations did not exceed 2% . Disorders during
biochemical screening tests were recorded in 3—5% of cases. Neonatal screening coverage was
not more than 95% . In 2013—2018, 49,9 million screening tests were performed and 7,7 thousand
newborns with congenital and hereditary diseases were identified. The necessity of including in
the neonatal screening of orphan diseases in which the use of pathogenetic therapy is possible is
substantiated. Conclusion: determining the prevalence of various nosological forms of orphan
diseases is extremely important and necessary to expand and improve their diagnosis, which will
increase the detection of this pathology.

Keywords: children, rare (orphan ) diseases, prevalence, prenatal diagnosis, neonatal screening.
Quote: T.P. Vasilieva, R.A. Zinchenko, I.A. Komarov, E.Yu. Krasilnikova, O.Yu. Aleksandrova,
O.G. Konovalov, S.I. Kutsev. The prevalence and diagnosis of rare (orphan) diseases in pediatric
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OO6meMupoBasi TeHAEHIIUA YBEJIUYEHUSA YUCIIA
3a00JI€BaHU1, OTHOCUMBIX K PeIKUM, U JIUIL, CTPa-
JAoIUX TaKUMHU 3a00J€BaHUAMU, CBULETEIbCTBY-
€T 0 TOM, UTO aKTyaJbHOCTh JaHHBIX BOIIPOCOB
OyZeT TOJBKO HapacTtaTb. B GOJBIITMHCTBE Pa3BU-
TBIX CTPAH 9TU BOIIPOCHI BKJIOUEHBI B chepy rocy-
JapCTBEHHBIX HHTEPECOB, CHOPMUPOBAHO 3aKOHO-
JlaTeJLCTBO, pa3pabaThIBAIOTCA MEXaHU3MBbI 00ecIie-
YeHUA JOCTYITHON JIeKapCTBEHHOM ITIOMOIIH aI[UeH-
TaM ¢ pegKuMu 3aboaeBanuamu [1-5].

B nacrosiee Bpemsa B mupe usBectHo 10 8000
peaxux 3aboJjieBaHUI, a KOJMYECTBO IAIMEHTOB
¢ pexxumMm 3abosieBaHUAMEU cocTaBasgeTr 6—8%
ot Bcero HaceseHua [6]. Ilo maHHBEIM opraHusa-
muu EURORDIS, B ctpanax EBpocoiosa 3aperu-
cTpupoBaHBI 0K0JI0 30 MJIH TaKuX manumeHTOB [7].
B P® saperucrpupoBano okojsio 17,5 Tbic. 060Jb-
HBIX C 24 KU3HEYIrPOKAIIIUMUA U XPOHUUECKU-
MU IIPOTPECCUPYIONIUMYU PeIKUMU 3a00JIeBaHUAMU
[8]. Bonee 80% penkux Gojie3Hell UMEIOT B OCHOBE
reHeTUYeCKre HapyIlleHusd, KOTOpble, KaK IIpaBU-
J10, MaHU(ECTUPYIOT B PAaHHEM BO3pacTe, IOITOMY
6oJiee TTOJIOBUHBI BCEX IMAIMEHTOB — aeTu. Ilpu 3Ha-
YUTEJIbHOM PAasHOOOPA3UMU STUOJOTHYECKUX (aK-
TOPOB ¥ KJWHUYECKUX IPOSABJEHUNA OOIIUM I
OoJIBIIMHCTBA 0O0JIe3HEH SBJIAETCA 3HAUUTEJIBHOE
COKpallleHre TPOAOIKUTEIbHOCTY KU3HU MTallieH-
ToB. Tak, okoso 30% nereii ¢ pegxuMu (OphaHHBI-
Mu) 3a00JI€eBaHUAMU He JOKUBAIoT 10 b jet [9].

Ompenenenue, Ha OCHOBAHUY KOTOPOTO KOHCTA-
THUPYIOT peaKoe 3a0ojieBaHMe, BAPbUPYET B 3aBUCH-
mocTu oT ctpaubl. B CIITA mo 3aK0HY 0 pegKux 3a60-
JieBaHUAX 00JIe3Hb CUMTAETCA PEIKOIl, ecju OHa
cocraBasger 0,6 cayuaa ma 1000 macememusa [10].
Ipyrue cTpaubl HAOT OmpejesieHre PeIKoro 3a00-
JIeBaHUs, OCHOBAHHOE HA ITOKA3aTeJsIX ero Pacipo-
crpanenHocTu. B Bpasusnuu sTo 65 cayuaer Ha 100
ThIC. yeJoBeK, uau 0,65 zaa 1000 [11], 8 EBpome — 50
cayuaeB Ha 100 ThIC. HaceJleHUs, UYTO TaKiKe DKBU-
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BasieHTHO pacupoctparenroctu 1:2000[12]. Takum
00pas3oM, B HACTOsAIIee BpeMs B OOJBIIIUHCTBE CTPaH
PacIpoOCTPAaHEHHOCTh OP(PaHHBIX 3a00JIeBaHUI OIle-
HuUBaeTcd B mpenesnax oT 1 1o 1,3 ma 2000 uesoBeK.

B P® nouaTue ophanHbIX 3a60JI€BaHU HA TOCY-
IapCcTBEHHOM ypOBHE ObLI0 BBeAeHO B PemepasbHOM
3akoHe Ne 323-P3 «0O6 ocHOBax OXpaHbI 30POBbA
rpaxxkgan B Poccuiickoit @emgepanuu»* B 2011 r.,
rie K HIM OTHECEHEI 3a00JIeBaHN s, KOTOPhLIE NMEIOT
pacupocTparenHocTh He O6osee 10 cayuaeB ma 100
teic. uau 0,2 ma 2000 HaceaeHusa, TO eCTh B 5 pas
HUXKe, 4YeM B APYyrux crpanax. Ilepeuens sTux 3abo-
aeBanuii popmupyerca M3 PP u nybaukyercsa Ha
opurnimanbaOM caiite BegomcTBa. K 18 masa 2020 r.
B CIIICOK Op(aHHBIX 3a00jIeBaHUI OLLIN BKJIIOUE-
HBI 258 GosesHeill uiau ux rpynn. B Ilepeuens 24
JKUBHEYTPOKAIIINX U XPOHUUECKUX IIPOIPECCUPY-
OIMUX penkux 3adoaesanuii (2012) Bomiu Te, Aad
KOTOPBIX CYIIECTBOBAJIO IIATOT€HETUUYECKOe Jieue-
HUe C JOKasaHHOW addeKTmBHOCTHIO. IlarueHTOB
¢ TaKUMU 0OJIE3HAMU Heo0XOoquMO OecIiaTHO o0e-
CIIeUMBATH JIEKAPCTBEHHBIMU IIpenaparamu. Kpome
TOr0, IO FOCYZapCTBEHHOM IporpaMme «7 HO30JI0-
ruii» ¢ 2008 r. puHaHCUpYyeTCA JeueHUe reModu-
JINY, MyKOBUCIIUI034a, 0oe3Hu Ioiie u rumodusap-
HOT'O HAHM3MAa, K KOTOPBIM B IIOCJIEHIE I'OAbI OBLIN
IobGaBJIeHo elrle 7 peaKux 3ab0JieBaHmiA.

Biaromapsa HAyYHBIM KCCJIELOBAHUAM B IIOCJIET -
HUe roJbl pa3pabdoTaHbl M allpOOMPOBAHBI IIPeHapa-
THI IJIs1 JICUEHUA PAga Ipyrux ophaHHbIX 00JIe3Hel,
OTCYTCTBYIOIIIX B BBHINIEYKAa3aHHBIX IepeuHsx [8].
ITosToMy cImCOK 3a00JI€eBaHUII, JeUueHrne KOTOPBIX
of0ecIreunBaeTCs 3a CUET roCyJapCTBa, HYKHO pery-
JISIPHO IIePEeCMATPUBATD U PACIIUPIATE.

Hanuune maToreHEeTHYECKOro JIEUEeHUS CTABUT
BOIIPOC O IIPOBEIEHHM CKPUHMHIA IJs 0oJiee paH-
HEro BBISIBJICHWUSI ¥ Hadajla Tepaluu OpPQaHHBIX
3a0osieBaHuii. ITOCKOJIBKY KPUTEPUSM IJIS IIPOBE-
JeHNsI HEOHATAJbHOIO CKPUHUHTA (HAJIMYKNE METO-

“*MenepanbHbiil 3aK0H oT 21.11.2011 r. Ne 323-®3 «O6 ocHOBax OoXpaHbI 3[0POBbs rpaskaan B Poccuiickoit @enepanun» (pex. oT



OB JOKJWHUYECKON TUATHOCTUKU, 3((EKTUBHOIO
JeUeHUusi, KOTOpOoe TPU PaHHEM BbIIBJIeHUH obe-
CIIeYrBaeT JIYUYIIUN IIPOTHO3) YIOBJIETBOPAET BCE
0oJIbIIIee YMCJIO HOB0JOTHM, TO yBeJIWUYEeHUE YHCa
TeCTUPYeMBIX OojiesHeii B P® mpexacraBiasercs
Ype3BLIUATHO BAXKHBIM [2].

B cBs3u ¢ aTMM aKTyaJabHO OmpelesieHue pac-
MPOCTPAHEHHOCTH PA3JUUYHBIX HO30JOTUUYECKUX
dopMm opdarHbIX 3a00JI€eBaHNI AJIA PACIIUPEHU U
COBEPIIIEHCTBOBAHUSA JUATHOCTUUYECKUX PECYPCOB.

MaTepI/IaJILI 1 MEeTOIAbI UCCJIeTIOBAHUA

O0BEeKTOM MCCJIEJOBAHUSA IIOCIYIKIIO IEeTCKOe
Hacesienue P® B Bozpacrte 0—17 et (2013-2018 rr.).
IIpoBemeHo pPeTPOCHEKTUBHOE, CILJIOIITHOE, CPABHU-
TeJbHOE HccaenoBaHue. [IpoanasiusupoBana auHa-
MHKa YHCJIEHHOCTU JeTell ¢ op(aHHBIMU 3a00Jie-
BaHUAMHU II0 JaHHBIM PenepasibHOTO perucrpa, a
TaK)Ke PerMOHAJbHBIX CerMeHTOB PemepasabHOTO
peructpa 3a mepuon 2013—-2018 rr. Takum obOpa-
30M, BBIOOPKA cocTaBmia okoJyio 100% ot Bcex mereit
¢ opanubiMu 3aboseBaHusaMu B P®. Paccuurana
PaCIPOCTPAHEHHOCTh OTAEJIbHBIX HO30JOTUUECKUX
GopM KUBHEYIPOXKAMIUX U XPOHUYECKUX IIPO-
IpecCUpPYIONINX peaKux 3abojieBaHUII cpemu meT-
ckoro HacemeHus B 2015 r. u 2018 r. (comocra-
BUMBIX II0 00beMy wmMelollelica wmH(pOpMAaIuu) C
ompefiesieHUEeM WX JOJU B BO3PACTHOIN CTPYKType
BCeX 3a00JIeBINTUX.

O1eHKY pes3yJbTaTOB CKPUHUHIOBOI'O YJIbTPa3BYKO-
BOT'O WCCJEJOBAaHUA IIJIOAA W NPo0 Ha OMOXUMUUYECKUH
ckpuHUHT B P@ B 2013-2018 rr. 1poBOAUIN IO JaHHBIM
dopmbr Ne 32 «CBemeHus 0 MEAUITMHCKOI IToMoIIu Oepe-
MEHHBIM, POYKEHUIAM U POAUIbHUIIAM» . V3yuyanu oxBaT
nereil HEOHATAJIbHBIM CKpuHUHTOM B P® B 2013-2018 rr.
(caiiT Penepa bHOM CIAYKOBI TOCYJaPCTBEHHOM CTATUCTH-
Ku — Poccrar¥).

Ona wm3ydyeHUs pPacCIpPOCTPAHEHHOCTH OP(MaHHBIX
3a00JI€eBaHUIN y JeTeil W BOIPOCOB UX PaHHEN AMarHo-
CTUKHU IIPOBeJeH aHaIm3 mHMpopManuu B peepaTUBHBIX
b6asax mayunbix nyonaukanuii eLIBRARY.RU (https://
elibrary.ru/defaultx.asp) u MEDLINE (https://www.
ncbi.nlm.nih.gov). BeLin wucmosab30BaHBI MaTepPUAIIBI,
ony0JuKoBaHHBIEe 3a mepuon ¢ AaBapa 2000 mo ampenb
2020 rr., 13 KOTOPBIX B aHAJIU3 BKJIOUUJIN CTATbU, COOT-
BETCTBYIOIINE I[€JIU UCCJIeJOBAHUS.

O6paboTKy IOJYYEeHHBIX pPe3yJbTAaTOB IIPOU3BO-
OUIN C TOMOIIBI0O IAKeTa CTATHUCTUYECKUX IIPOrpamMMm
Statistica v.6.1. u mporpammber Microsoft Office Excel
2010. MaremaTuueckas 0o0pabOTKa MHOJYYEeHHBIX HTaH-
HBIX BBINOJIHEHA C UCII0JIF30BAHIEM METOLOB BApUAI[MOH-
HOM cTaTuCTUKU. Pe3ysbTaThl KaUeCTBEHHBIX IPU3HAKOB
BBIPa:KeHbI B a0COJIIOTHBIX UYMCJIAaX C yKasaHUEM [oJiei
(% ). [17151 OI[EHK U CTATUCTUUECKON 3BHAUNMOCTY PA3IUINI
IBYX HOJel MPpUMeHAJIN KpUTepuii xu-kBaapar I[lupcoHa.
PanroBoe pacnpenesneHue Ho30JO0ruYecKux ¢GOpM II0
BeJMUYMHE IIOJIYUEHHBIX IIOKa3aTejiell OCYIeCTBJISAIN
yTeM IIOCTPOeHUsi rucrorpaMm. TeHJeHIUU IPOIEeCCOB
OIIpe/IeJIsiIN IIYTeM MOJEJMPOBAHUA TPEH[0B (JIuHeiiHas
anmnporcumanus). Ilpu mogbope sumauu Tpeuga Excel
aBTOMATUUYECKU PACCUUTHIBAJIU KOIPPUIIMEHT AaIIIPOK-
cumanuu (R2), xapakTepusyiomnuii ee CTaTUCTUUYECKYIO

BN YVICJIEHHOCTD JeTell = HOJIA JeTei
10000 - 60
9000 A R%0,502 58
g 8000
g 7000 — 56
7 6000 54
& 5000 =
< 4000 52
3000 50
2000
1000 18
0 46

2013 | 2014 | 2015 | 2016 | 2017 | 2018

e ren OCTP | 4962 | 6761 | 7038 | 7625 | 8245 | 8639

— fous Aereit,%| 53,5 58,5 55,0 52,6 51,2 50,8

Pucynok. YucieHHOCTh JeTeii U uUX moiasA B PexepaapbHOM
perucrpe MamueHTOB € KU3HEYIPOKAIOIIUMH PeIKUMH 3a00-
JIeBaHUAMHU, 110 faHHbIM M3 P®D.

3HAUMMOCTb. TPeH/| CUNTANN CTATUCTUUECKU 3HAUNMBIM,
ecau R2 pasen uau 6osnee 0,4. KputuuecKuii ypoBeHb
3HAUMMOCTU IIPU IIPOBEPKE CTATUCTUYECKUX THUIIOTE3 B
INaHHOM MCCJIeNOBaHuM npuHuMaau paBabiM 0,05.

PesyabpTaThi

3a mepuox HabaogeuHua (2013-2018 rr.) yuc-
JIEHHOCTDH JeTell, BKJIUEeHHBIX B PemepasbHbBIN
perucTp MHAIlMeHTOB C JKUSHEYTPOKAIOIIUMU Pej-
Kumu 3abonaesanusavu M3 P®, yeenununaaces B 1,7
pasa (c 4962 mo 8639 uenmoBek). MakcuMaabHBIN
npupocT OOJBHBIX OeTeill HaOJmaJICAd B IIePBEIE
rozael Befenus Peructpa (2a 36% B 2013-2014 rr.),
YTO CBSBAHO C IPUHATHEM HA 3aKOHOLATEJIHLHOM
YPOBHE IPOrpaMMBbI II0 OKA3aHUI0 MEIUIIMHCKOI
IIOMOIIIY MAIINEeHTaM C OP(hAaHHBIMU 3a00I€BAHUSIMU
(cM. pUCYHOK).

Ciaemyer OTMETHUTDH, YTO Ha OOJIO AeTell IIpu-
XOAUJIOCH 0oJiee IIOJOBUHBI CJOydaeB 3ab00JieBaHUS
U KojiebaHus MaHHOrO IOKAas3aTejs II0 romaM He
ObLiu cratructudecku sHauuMbIiMu (50,8—-58,5%;
p<0,05). BmecTe ¢ 9TUM MOYKHO KOHCTAaTUPOBATD,
YTO IO MepPe YBeJIWYEHWsS UKCJIEHHOCTU IeTel C
ophauHbIMU 3a00I€BAHUAMY MUMeJIa MEeCTO TeHIEeH-
1A K COKPAIIEeHUIO UX 0K B 00II[eil KoropTe 00Jb-
HbIX. [Ipu MomeInpOBAaHUU TPEHIOB KOd(M(PUIIUEHT
auHenHol anmpoxkcumaruu (R?) cocrasua 0,5021,
YTO CBUIETEJHCTBYET O CTATUCTUUYECKON 3HAUMMO-
CTH YKA3aHHOM TeHIeHI[UN.

ITo maHHBIM peruoHaJIbHBIX uacTein Pemepasb-
HOT'O PErucrpa, e’KeroJgHO YyBeJINYMBAJIOCH YKCJIO
cyobexToB P®, mpuchLiamomiux uHHGOPMAIUIO, U
OOJIBHBIX JKHU3HEYIPOKAMIUME PeIKUMU 3a00Jie-
BanuaMmu. Tak, ecau B 2013 r. maHHBIE, BKJIIOUEH-
HbI€ B PETUCTP, HOCTYIINUJIN TOJLKO 13 47 PEernoHOB,
To B 2018 r. nHpopManusa mogydyeHa u3 Bcex 85
Cy0'b€KTOB, a UYMCJIEHHOCTL OOJIBHBIX AeTell cocTa-
Busa 4210 u 8520 cooTBeTCTBEHHO (UUCJIIEHHOCTH
0OJMBHBIX JeTell yBeamumsiachk B 2 pasa; p<0,05).
Taxum o6pasomM, 9TO AejaaeT UX COMOCTABUMBIMU C
manabIMEu Peructpa M3 P®.

K maro 2019 r. umciieHHOCTH JeTell MOCTHUIJIA
9088 uesoBek, uto cocraBisaiao 49,1% ot obire-
ro KOHTHHIEHTA 3aperucTpPpUpPOBAaHHBIX. Takoi
POCT YMCJIEHHOCTH CBS3BIBAIOT C (hemepaimsarimein

*MepepanbHas cayxba rocymapcTBeHHO# crarmcTuku. Hacemenme. Cembs, marepmHcTBO M gerctBo. URL: https://www.gks.ru/

folder/13807
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Tabauua 1

PacnpocrpanennocTts opdaHHBIX 3a00JIeBaHMIi y neTeil B Bo3pacte 0—17 et
¥ UX T0JI51 B BO3PACTHOM CTPYKType 3a00JIeBaeMOCTH JTaHHOI MAaTOJIOTHEH

PacnpocTpaHeHHOCTH
Ha 1 MuIH HaceleHUud HMons mereil cpean
Hosonoruueckue gopmer COOTBETCTBYIONIETO Temn pocra/ BCeX GOJBHBIX, % Temn pocra/
no MKB-10 BO3pacra cHuzxeHus % cHuzxeHus %
2015 . 2018 r. 2015 r. 2018 r.
T'emonuTrKO-ypeMuuecKuil 5.90 9.06 53.5 82.0 67.0% ~18.3
CI/IH,D;pOM ’ ’ 2 ’ k 9’
ITapokcusmanbHasa
HOYHASA reMOTJIOOMHYPUS 0,17 0,39 2,3 pasa 1,7 3,1 82,4
(Mapxuadasei—Mukenn)
Annacrtuueckasi aHeMUsI
p——— 2,99 5,19% 73,9 12,0 14,5 20,8
HacaencrBeHHBIN
nepunut paxTopoB
II (pubpunorena), 1,58 2,86% 81,1 32,4 38,3 18,2
VII (nabunsHOr0), X
(Crroapra—IIpayapa)
Wpnonartuueckasd
TPOMOOIIUTOTIEHUYECKAT 22,29 27,26 22,3 22,2 20,5 =7,7
nypiypa (CHEAPOM OBaHCA)
HedekT B cucTeMe
R OMILIEMENTA 0,39 1,89* 4,9 pasa 9,4 17,4% 85,1
< TIpesxeBpeMeHHAs
-4 | HoJzoBasd 3DENOCTH 19,56 30,32% 55,0 98,8 97,5 -1,3
< LEeHTPAIBHOTO
= IIPOUCKOYKEHU S
s Hapymerusa obmeHa
g apoMaTHYeCKUX aMUHO-
g | xmeoT (KaaccHeckas 110,12 122,16 10,9 85,3 77,0 -9,7
= (beHUIKETOHYDHS,
= apyrue Bugbl runepde-
N HUJIAJIaHUHEMUN)
E TuposunemMusa 0,67 1,04 55,5 95,0 94,6 -0,4
5 |Boneans cxaexosoro 0,39 0,60 56,1 100,0 95,5 -4,5
cupoIa»

JOpyrue BUABI HAPYIIIEHU
o0MeHa aMUHOKUCJIOT C
PasBeTBJIEHHOMH IIeIThI0
(u3oBasepuaHoOBas 0,67 0,97 45,3 95,0 94,1 -0,9
anuaeMusi, METHAIMA-
JIOHOBAsI aIlyIeMUsd,
IPOMMUOHOBAS AIUIEMUA)

Hapymenus oomeHa _
JHDHEIX KHCIOT 0,91 1,44 57,9 86,7 72,3% 16,6
T'omonucTuHypUs 0,39 0,66 69,9 73,3 75,9 3,5
Trorapukamuaypus 1,33 1,09 -18,3 95,0 91,1 —-4,1
TasaxToseMus 9,27 13,62 47,0 98,9 97,4 -1,5
Ipyrue cOUHTOIUINIO3BI:

Gonesrs, daGpu (Pabpu— 0,95 1,54 62,7 40,9 32,9 ~19,6
Anpepcona), Humamua— ’ ’ ’ ’ ’ ’
ITuka

Myxomnonaucaxapunos, Ti I 2,04 2,98 46,5 87,9 88,9 1,1
Myxkomnosmcaxapumos, Tur 11 2,84 3,20 12,6 82,7 79,7 -3,6
Myxkonosnucaxapmmos, v VI 0,98 1,10 11,6 60,9 62,3 2,3
OcTpas mepemMesKarIasacs

(newenounasn) opdupH 0,04 0,40 11,4 2,0 12,0%* 6,0 pas
Hapymenus oomeHa Mmenu _ _
(Goesmn Bumbcoma) 3,57 3,34 6,4 16,9 12,4 26,6
HesasepiieHHBIH

(HEeCOBePIIeHHBIIT) 12,74 13,47 5,8 64,8 55,1 -15,0
OCTeoreHes

Jlerounas (aprepuaabHasd)

runepreHsus (uguoma- 4,50 4,35 -3,2 24,7 17,5 -29,1
TUu4YecKas) (IepBUYHA)

IOHoImeckuil apTpuT _

C CHCTEMEBIM HATAIOM 30,56 34,90 14,2 82,3 74,7 9,2
Hroro 234,76 283,65 20,8 55,6 50,3 -9,5

*CTaTUCTUYECKU 3HAUNMBIE pas3anyusd o cpaBHeHuio ¢ 2015 r. (p<0,05).



JIeKapCTBEHHOT0 obecreueHnss 5 HO30JI0Tuil opdan-
HBIX 00JIe3Hel, XapaKTepPHBIX B OCHOBHOM MAJIS JET-
CKOT'0 BO3pacTa.

IIpu cpaBHUTEIBHOM aHaJW3e TUHAMUKHU pac-
MIpOCTPaHEHHOCTH OpQaHHBIX B3abojeBaHUil 3a
2015 r. 1 2018 r. y meTeii B I[eJIOM U II0 OTAEJIbHBIM
HO30JIOTUUYECKUM (opMaM yCTAHOBJIEHO, UTO pac-
MIPOCTPAaHEHHOCTh OP(aHHBIX 3a00JieBaHUI y meTeit
B meJjioM yBeanuuiiack ¢ 234,76 no 283,65 Ha 1 maH
merckoro Hacesmenus (Ha 20,8%; p<0,05) (1:4250
u 1:3520 coorBercTBeHHO) (Taba. 1). YBenuueHue
pacmpocTpaHeHHOCTU opdhaHHbIX 3a00JIeBaHUI ITPO-
M30IILJI0 3a CUEeT YBeJUUYEHUA PACIPOCTPAHEHHOCTHU
0OJIBIITMHCTBA HO30JIOTUYECKUX (hOPM.

HaHHbIe M3MEHEHUS CYIIeCTBEHHO He IIOBJIU-
AJU Ha CTPYKTYPY paccMaTPpUBaeMbIX OpGhaHHBIX
s3abonesanuii. Tak, B 2015 r. 77,8% u B 2018 r.
75,7% sanumanu 4 Hambojiee PacIpPOCTPaHEHHBIE
HO30JIOTUUEeCKUe (POPMBI: HapyIlIleHus o0MeHa apo-
MaTUYEeCKUX aMHUHOKHCJIOT (KJaccuuyecKass (DeHMJI-
KeTOHYpUs, APyrue BUAbI TruiepheHnIaIaHuHe-
mun) (46,9 u 43,1% coOOTBETCTBEHHO), IOHOIIIECKU
apTpuT ¢ cucreMHbIM Hayajgom (13,0 m 12,3%),
peKAeBpeMeHHas [M0JI0Basi 3PeJIOCTh IeHTPAJIbHO-
ro npoucxoxaenus (9,5 u 10,7% ) u uguonaruue-
cKas TpoMO6oIMTOmeHUYecKass mypuypa (CHHIPOM
9pamnca) (8,3 u 9,6% ). Ha momto apyrux ophaHHBIX
3aboJieBaHUI TPUXOIUIOCH MeHee YeM 110 5% .

OTMeueHa TEHIEHIUS K COKPAIIEHUIO TOJU
Iereii B BO3PACTHOII CTPYKType 3a00J€BaeMOCTHU
IaHHOM MaToJoTUel KakK B I[eJIOM, TaK U II0 00JIb-
IIUHCTBY HO30JiorndyecKux ¢opmMm. B 1emom mHabato0-
majoch cratTuctuuecku suauumoe (p<0,05) ymensn-
meuune goJiu gereit ¢ 55,6 1o 50,3% (cHUIKeHUE Ha
9,5%).

Bmecre ¢ Tem yBenuuwmsiach HOJS AeTell Ipu
nedexre B cucreme KommiaemeHta (ma 85,1%,
p<0,05), ¢ mapokcuaMaJbHOII HOYHOMW TI'€MOTJIO-
ounypuu (Mapruadhassi—Mukenu) (ma 82,4%,
p<0,05), anmacTuueckoii ameMueill HEYTOUHEHHOU
(ua 20,8%, p<0,05), HAcaeACTBEHHBIM AeDUITUTOM
darTopos II (pubpunorena), VII (;1abunpHOro), X
(Crioapra—IIpayspa) (aa 18,2% , p<0,05).

YcTaHOBJIEHO, YTO AOBOJLHO YaCTO POCT pac-
MIpOCTPaHEeHHOCTH OphaHHBIX 3a00JeBaHUN ¥ HeTeit
COIPOBOJKAAJICS YMEHBIIIEHNeM OJU JeTel cpenu
BceX OOJIbHBIX C KOHKPETHOI IMaToJIOTHMel 3a CueT
yBeJIUYEeHUS PaCIPOCTPAHEHHOCTU U OOJU B3POC-
JIBIX OOJIBHBIX. ITO OTHOCHJIOCH K T'€MOJUTUKO-
YPEeMUUECKOMY CUHIPOMY, UAMOMATUYECKON TPOM-
OomuTOIIeHNYECKOll Imyprype (cuHApOM OBaHca),
HapyIIeHno o0MeHa apOMaTUYeCKUX aMUHOKUCJIOT
(ksmaccuueckas (GeHUJIKETOHYPUSA, APYrue BUIBI
runepheHuNaTaHUHEMUN), HapyIIleHuAM obmMe-
Ha "KUPHBIX KUCJOT, APYTUM COHUHTOJIUINI03aM:
6osesur Pabpu (Pabpu—Auzgepcona), Humanua—
ITuxa.

Hona pereit cpenu OGOJIBHBIX, CTPAAAIOIIUX
JKUBHEYTPOKAIOIIMMY PeIKUMHU 3a00JieBaHUSAMU,
B PEruoHaJILHBIX YacTaX Perucrpa Io IOCJAEIHUM
mauabIM (Mait 2019 r.) nmpeobiamana mpu caenqyo-

X HOB30JIOTUAX: 00JIe3Hb «KJEHOBOTO CHUPOIIA»
(100% ), mpe:xkaeBpeMeHHaA I0JI0BAsA 3PEJIOCTD IeH-
TpajabHOro mnpoucxoxkaenus (98,1%), ramakrose-
musa (97,3%), apyrue BuAbl HapylleHUii obMeHa
aMUHOKMCJIOT C Pa3BeTBJIEHHOW Iiembio (M3oBajie-
puaHOBad aluIeMusa, MEeTUJIMAJIOHOBAA allUIeMus,
mponuoHoBasa amugemus) (97,1%), riaorapukaiu-
nypusa (92,3%), tuposunemus (94,8% ), Mmykomo-
naucaxapumos, ™an I (87%), MyKomoaucaxapumaos,
Tun II (79,5%), HapylieHus oOMeHa apoMaTHue-
CKUX aMUHOKHuCJIOT (KJaccuueckKas (HeHUJIKEeTO-
Hypus, Opyrue BUALI TuiepheHuJIaJIaHUuHEeMUN)
(75,8%), 1OHOIIECKUIT apTPUT C CUCTEMHBIM Haya-
aom (73,9% ), HapyieHns 00MeHa JKUPHBIX KUCJIOT
(72,9%).

Ba’KHO OTMETUTH, YTO IIOCJI€e BCTYILJIEHUS B CUITY
c 1 aaBapsa 2019 r. ITocranoBiaenus [IpaBurenbcTBa
P® or 20 mosabpa 2018 r. Ne 1390 «O BHecenuu
U3MeHeHUl B HEKOTOpble aKThl IIpaBuTeabCcTBa
Poccuiickoii Pemepanum 1mo BOIIPOCaM COBEPIIIEH-
CTBOBAHUA JIEKAPCTBEHHOTO obecledeHUA»* U
nepenaum Ha (enepasibHOe QUHAHCUPOBaHUE 3a60-
JeBaHUU, KOTOPbIe BCTpPeUYaloTcA B OOJbIIEH cTe-
MeHU B JEeTCKOM Bo3pacTe (MYKOIOJUCAXaPUIO3bI
I, IT u VI Tumos, 10HOIIIECKHUH apTPUT C CUCTEMHBIM
HAYajJIOM ¥ TeMOJUTUKO-YPEMHUUECKUN CUHIPOM),
noJis nereit B @emepa bHOM PErucTpe CHU3UIACH 0
49,1% & maro 2019 r.

HemasnoBaskHOII COCTaBHOII YAaCThIO BCEX IIPO-
buIaKTUYECKUX MEPONPUATUI, HAIPABJIEHHBIX Ha
CHUKeHUe TeHeTUUECKOT0 I'Py3a MOy JIAINN, ABJIA-
eTcsl IpeHaTajbHas AUATHOCTHKA, ITO3BOJIAIONIAS
CHUBUTH PUCK POKIEHUS pedeHKa ¢ BPOKAEHHBIMU
¥ HaCJIeCTBEHHBIMU 3a00JIeBAaHUSIMU.

PesysnbTaThl CKPUHUHTOBOTO YJIHTPA3BYKOBOTO
WCCJeOBaHUA IJIoga W MPOo6 Ha OMOXUMUUECKU
ckpuHuHr B P® B 2013-2018 rr., mo maHHBIM
dopmbr Ne 32 «CBeeHUST 0 MEIUITMHCKOM ITOMOIITHA
OepeMeHHBIM, POKEHUIAM U POAUIbHUIIAM » , TIPEJ-
CTaBJIeHBI B Ta0J. 2. YCTaHOBJIEHO, YTO OXBAaT Oepe-
MEHHBIX JKEHIUH YJbTPAa3BYKOBBIM CKPUHUHIOM
OKasaJicd HOBOJILHO BbICOKUM (6osee 97% ). Yuciao
IJIOZOB, V KOTOPBIX BBIABJIEHBI BPOKIEHHBIE TIOPO-
KU pasBUTUSA, He HpeBbIiat 2% . OTKI0OHeHUs Ipu
poOBeIeHUN IPO0 HAa OMOXMMUYECKUH CKPUHUHT
peructpupoBaauch B 3—5% cayuaes.

CBoeBpeMeHHOe BBIABJIEHUE HACJIeICTBEHHBIX
3aboJsieBaHUll B HACTOSIlee BpeMs MOKeT obeciie-
YUTh HEOHATAJbHBINI CKPUHUHT, CUUTAIOIIUNACS
OJHOU M3 OCHOBHBIX 00SB3aHHOCTEH TOCyJapCTBEH-
HOIl CHCTeMBbI 3[[PAaBOOXPAHEHUS PasBUTHIX CTPAaH.
OH sABJsieTCA CaMbIM IeHCTBEHHBIM METOIOM IHa-
THOCTUKHU U IPOMGUIAKTUKY HACJIEeICTBEHHBIX 3a060-
JIeBaHUM, TO3BOJISAA BBISBUTH MTATOJOTUIO U OIIpeIe-
JATh TEHEeTHUYeCKUH PUCK HACJIeICTBEHHOro 3a00-
JIeBaHUS IS POACTBEHHUKOB AMAaTrHOCTUPOBAHHBIX
MJIaJI€HIIEB.

B P® B mociegHee gecAaTHIETHE BCe HOBOPOMK-
JeHHbIe IPOXOAAT HEOHATAJIbHBIN CKPUHUHT Ha 5
HaCJeICTBEHHBIX 3a00JIeBaHW, KOTOPbIe HA IIep-
BOM dTale CKpUHUHTA MOYKHO AUAarHOCTUPOBAThH 0e3

“*TlocranoBsierue [IpaBurenbcrsa PD or 20.11.2018 r. Ne 1390 «O BHeceHuM n3MeHeHU B HeKOTOPbIe akThl [IpaBuTenbcTBa Poccuiickoit
Depepanuu 1o BOIIPOCAM COBEPIIIEHCTBOBAHNS JeKapcTBeHHoro obecreuenns». URL: http://ivo.garant.ru/#/document/ 72108856/.
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Tabruua 2

Pe3yabTaThl CKPUHHHTOBOTO YJIBTPA3BYKOBOTO MCCJIETOBAHNA ILJI0A M MPO0 Ha OMOXUMUIECKUIT
CKPMHUHT CPeIu KeHIIWH, 3aKOHYUBIINX 0epeMeHHOCTh, B P® (dpopma 32, Poccrar)

IToxasarenu 2013 r. 2014 r. 2016 r. 2017 r. 2018 r.
IMouis "KeHIIUH, KOTOPBIM ITPOBEIEHO
CKPHHUHTOBOE YJIbTPa3ByKOBOE 97,7*% 97,6 97,7 97,7 96,8
HncceaeI0BaHmue IIoga
IToJisi II0Z0B, Y KOTOPBIX BBISBJIEHBI
BPOXKJEeHHBIE IOPOKY PA3BUTHS 1.26 1.18 1.4 1.3 1.4
II0CJIe BBIIIOJTHEHU S CKPUHUHIOBOT'O ’ ’ ’ ’ ?
YJIBTPa3BYKOBOTO MCCAEIOBAHIS
IoJist 2KeHIIUH, KOTOPBIM IIPOBEIEHO
TpexXKpaTHOe CKPUHUHTOBOE 86,3 85,1 87,3 87,5 87,9
VJIBTPAa3BYKOBOE MCCIeN0BaHNe I1JI01a
IloJist II0Z0B, Y KOTOPBIX BBISABJIEHBI
BPOXKIEeHHBIE IOPOKY PA3BUTUS IIOCIE 1.0 0.9 1.0 1.1 1.1
IIPOBeJeHNA TPEXKPATHOIO CKPUHUHIOBOT'O ? ? ? ? ’
VJIBTPa3BYKOBOT'O MCCIECIOBAHUS
IToJist )KEHINWH, Y KOTOPBIX B3ATA IIpoda 89.9 83.4 86.9 88.0 ]7.8
HA OMOXUMUYECKUI CKPUHUHT ? ’ ? ’ ’
IoJist "KeHIITUH C BHISBJIEHHBIMU
OTKJIOHEHUSAMU II0 Pe3yJabTaTaM IIPOObI 4,5 3,9 3,1 3,2 3,2
Ha OMOXUMUYECKUN CKPUHUHT
IoJis "KeHIITUH, KOTOPBIM ITPOBEIEHO
= KOMILIEKCHOE 00CIe[OBaHIe 80,5 81,6 84,8 86,1 36,8
o (yIBTPa3ByKOBOE MCCIEIOBAHYE
U OMOXUMUYECKUN CKPUHUHT)
~
>
S *JlaHHbBIe IPECTABJIEHbBI B IIPOIIEHTAX.
=
o Tabruya 3
OxBar meTeil HeOHATAJIBHBIM CKPUHUHTOM B P® (manusie M3 P®D)
IlokazaTemn 2013 r. 2014 r. 2015 r. 2016 r. 2017 r. 2018 r.
OxBAaT feTeil HEOHATAJILHBIM CKPUHUHIOM, %o 93,7 94,0 93,6 90,2 91,7 91,3
YucJio HOBOPOSKIEHHBIX, 00CIeTOBAHHBIX HA:
(PEeHUIKETOHYPUIO 1719514|1 777 565(1 778 368|1 707 205|1 550 948 |1 464 867
BPOJKJEHHBIN TUIIOTHUPEO3 1717610(1 776 502|1 778 854|1 707 845(1 550 948|1 464 107
aJPeHOreHUTAJIbHBIH CUHIPOM 1716 077|1776517|1 778 487|1 708 095|1 550 948 |1 464 137
raJIaTO3e MU0 1712551|1 746 343 |1 748 569|1 684 128|1 548 608 |1 464 157
MYKOBHUCITHI03 1706 281|1 766 729|1 767 682|1 708 297|1 550 948 |1 464 157
M3 HUX BBISBJICHO IMAIIUEHTOB ¢ TMar€o3om (aoc.): 2468 1066 996 1096 1097 942
(heHUJIKETOHYPU A 1690 247 226 231 223 222
BPOKIEHHBIN I'MIIOTHPE03 432 455 374 403 367 319
aJpeHOTeHUTAJIbHBIA CUHIPOM 149 147 165 221 295 172
TaJIaTO3e MU 50 66 65 72 53 67
MYKOBHUCIIHUI03 147 151 166 169 159 162
M3 HUX BHIABJIEHO ITAIMEeHTOB ¢ auarunosom (% ):
(heHUTKEeTOHYPUs 0,098 0,014 0,013 0,014 0,014 0,015
BPOYKJAEHHBIN TUIIOTUPEO3 0,025 0,026 0,021 0,024 0,024 0,022
aJpPeHOTreHUTAJIbHBIH CUHIPOM 0,009 0,008 0,009 0,013 0,019 0,012
rajaTo3eMus 0,003 0,004 0,004 0,004 0,003 0,005
MYKOBHUCITHI03 0,009 0,009 0,009 0,010 0,010 0,011

MIPOBeIeHUA MOJEKYJIAPHO-TEHETUUECKUX UCCJIEe0-
BaHMni. OMHAKO, YUYUTHIBAsA BapruadeIbHOCTh KJINHU-
YeCKO KapTUHBI IIPU PA3JIUUHBIX MYTAIIUAX OJTHOTO
reHa, HeoOXoauMa JaJibHeHIas moATBepKaaroniasd
MOJIEKYJIAPHO-TeHeTHYeCcKas NUAarHOCTUKA, II03BO-
JISIIOIAs IIPOTHO3UPOBATH TSAMKECTh KJIMHUYECKUX
NPOSABJIEHUN M KOPPEKTUPOBATh Jeuenue. Ilo gaH-
HBIM M3 P®, 3abosieBaHUA, €KETOAHO BXOIAIINE B
IporpaMMy CKPUHUHTA, TUATHOCTUPYIOTCS B CPeJ-
HeM y 1200 mHOBOpO:KIeHHBIX. OXBAT HEOHATAJb-
HBIM CKPUHUHIOM He mpesbimiaeT 95% u He nmMeer

TeHAeHINHU K pocTy. 3a nepuox 2013—-2018 rr. mmpo-
Bemeno 49,9 MJIH CKPUHUHTOBBIX TE€CTOB U BBIAB-
JgeHo 7,7 ThIC. HOBOPOKAEHHBIX C BPOKIEHHBIMU
U HacJIeICTBEHHBIMU 3a0ojeBaHUAMU. daile Bcero
BBISIBJISIJINICH BPOYKIEHHBIN I'MIIOTUPE03 1 (PeHUIKe-
ToHypus (Tads. 3).

He BbI3BIBaeT COMHEHHSA I[eJ1eCO00pPa3HOCTh
IpoBeNeHNs 0oJiee IIIUPOKOr0 CKPUHIHIA Ha BPOIK-
JeHHbIe M HacJIeACTBeHHbIe 00JIe3HU o0MeHa B HeO-
HaTaAJbHOM IIEPHOJe, B YaCTHOCTHY Ha HamboJjiee pac-
IpOCTPaHEeHHbIE HO30JOormueckKkre (GPOpMbI PEeIKUX



Tabauua 4

YacToTa BCTpeuaeMOCTH PAaa op(haHHBIX 00JIe3Hel, TpeaiaraeMbIX
[JISI BKJIIOYEHU S B HEOHATAJIBHBII CKPUHUHT B cy0beKTax P®D

MaxkcumanapHaa | YacToTra BCTpe4aeMoOCTH Yacrora
Jyacrora cpeau POIMBIINXCS BCTPEYaE€MOCTH Cpexu
Hozonormyecras dopma BCTPEYAaEMOCTH B 2015 . pomuBmmuxcAa B 2018 r.
[13] (1,941 man gea.) (1,604 muoaH yer.)
Tuposuuemusa 1:100 000 20 16
BoJjiesHb «KJIEHOBOTO CHPOIIA» 1:185 000 11 9
Opyrue BUABI HAPYIIIEHWH 0OMeHA
aMUHOKHUCJIOT C PA3BETBJIEHHOMN
menbio (M30BaJepraHoOBada aluJeMusd, 1:70 000 28 23
MEeTHJIMAJIOHOBAS alligeMusd, 1:48 000 40 34
IIPOIIMOHOBAA AI[UJEeMUsI) 1:350 000 6 5
Hapyi1enus o6MeHa "KUPHBIX KUCJOT 1:8 000 243 201
TomonucTuHypusa 1:50 000 40 32
Trorapukanmuaypust 1:50 000 40 32
Bosesus Pabpu 1:40 000 49 40
Myxonoaucaxapumos, Tum I 1:90 000 22 18
Myxkononaucaxapugos, Tum 11 1:34 000 57 47
Myxkomnosnucaxapunos, Tui VI 1:300 000 7 5
Bosesus ["o1rre 1:50 000 40 32
Bousesus [Tomme 1:140 000 14 12
Hroro 3a 1 rox — 617 506

6oJiesHelt. Cpenu HUX THUPO3UHEMUA, 00Je3Hb «KJIe-
HOBOT'O CHPOIIa», APYyTrue BUALI HapPYIIIeHU oOMeHa
aMUHOKUCJIOT C Pa3BETBJIEHHON IleNbio (mM30BaJie-
puaHoBasi, MEeTUJIMAJOHOBAA, IPOINOHOBAA alUIe-
MUHU), HAPYIIeHUs 00MeHa *KUPHBIX KUCJIOT, TOMO-
OUCTUHYPUS, TII0OTaAPUKATUAYPUA, IPyTUe COUHTO-
aunumossl (60se3Hb Pabpu, MyKOIOJICAXaAPUTO3EI
tunos I, IT u VI).

Kpome Toro, CIMCOK CKPUHUPYEMBIX HO30JI0-
ruii BaXHO MOOIIOJHUTHL 00Jie3HbI0 I'olte um 06oJjes-
HbhI0 IloMme, mpu KOTOPBIX IPUMEHAETCA IIaTO-
reHeTHUUECKasl Tepamus C IIOMOIIbIO IIPerapaTos,
3aperucTpupoBaHHBIX Ha Tepputopum P®D. Ucxona
W3 YaCTOTHI BCTPEUaeMOCTU YKAa3aHHBIX OP(aHHBIX
0oJie3Hel, OBLIO IIOACUMUTAHO, UTO €XKEroJHO BO3-
MOKHO pokaenue Oosee 500-600 mmeromux mx
nmereii (Taba. 4).

Bce sTm cocTossHMs HEOOXOAWMO BBISBJISATH B
HEOHATAJbHOM II€PUOJe Ha MNOKJMHUYECKON cTa-
OUM, UTO HMO3BOJUT B MOAABJISAIOINEM OOJBIITNHCTBE
CIy4yaeB He [OIYCTUTDL TAMKEJIOW HHBAJIUIN3AIAN
0OJIBHBIX IEeTel, COKPATUB KOJUYECTBO I'OCIUTAJI-
3aIUi ¥ UX IIPOJOJIKUTEIbHOCTD BILJIOTh 0 IIePeBO-
Ia Ha amOyJIaToOpHOe JieueHue.

IIpu mpoBemeHMHM HACTOSAIINErO0 WCCJIEJOBAHUS
yUeT He)KeJIaTeJbHbBIX ABJIEeHUN MeIUIINHCKOTO BMe-
IIaTeJIbCTBA He TPOBOIUIIN.

O6cy:xaeHue

OCHOBHBIM pe3yJIbTATOM HCCJIELOBAHUA OBIIO
YCTaHOBJIEHNE CTATUCTUYECKU BHAUYUMOTO POCTA
PacupoCTPaHEHHOCTU PeIKMX 3a00JIeBaHUI 32 CUET
OONBIIMHCTBA HO30JOTrHMUYecKux (opm 0e3 mame-
HEeHUA WX CTPYKTyphI. IIpm MHOTUX HO30JIOTUYE-
CKUuX (popMax yBeJIMUeHUE UX PACIIPOCTPAHEHHOCTHU
COIIPOBOJKAAJIOCH COKpAIlleHeM JO0JIU JeTel cpenu
Bcex 3a00JieBINTUX. BBIABIEH BBHICOKUI OXBaT Oepe-
MEHHBIX ITPeHATAJIbHBIM CKPUHHMHI'OM 1 POOMBIIINX -
ca /:[eTeﬁ HeOHaTaAJIbHBIM CKPUMHHWHI'OM.

CorsacHO JAHHBIM JUTEPATYPLI OTHUM U3 00~
3aTeJbHBIX YCJOBUM IMOBBIINIEHUA 3(h(EKTUBHOCTU
JeueHUsA oOp(aHHBIX 3a00JIeBaHUII CUUTAETCA UX
paHHAA AUarHOCTHKAa. VIMeHHO 3TOT (akKT crana
000CHOBaHUEM [JIA CO3JaHUS CKPUHUHTOBBIX IIPO-
TpaMM TIO BBIABJIEHUIO 9TOU TPYIIILI 3a00JI€BaHUM.
Hawub6osee 1mesecooOpasHbIM MIPEACTABISETCS HEO-
HATaJbHBIA CKPUHUHT Te€X HO30JOTHUUECKUX (PopM,
IS KOTOPBIX pa3dpaboTaHo JieueHNre, IT03BOJISIONIee
n306€e:KaTh TAKEJIOr0 TeUeHUs TP YCIOBUU PaHHEHN
IuarHocTuKU. IlepeueHsb ompeaensaeMbIx 3abojeBa-
HUN Y HOBOPOXKAEHHBIX BapbUPYET B PA3HBIX CTpa-
HaxX ¥ 3aBUCUT OT JIOKAJHLHONU PacIpoOCTPAHEHHOCTH
6osesHeli [2, 3, 6].

B HacTosmee BpeMs nMeI0TCs KpUTEpuu oToopa
3a00JIeBaHUM JJIA MACCOBOTO CKDUHUWHTA — HAJMULE
METOI0B JOKJMHUYECKON TUArHOCTUKM, 3(h(PeKTUB-
HOTO JIeUeHUWsA, KOTOPOe TIPU PaHHEM BBISIBICHUU
obecrieunBaeT Jydumnit nporuos [14].

IKOHOMUYECKU HauboJiee O paBIaHHBIM CUNTAET-
cs CKPUHUHT Ha 3a00J1€BaHUs C YACTOTOM Cpeiyt HOBO-
poskaenubrx Bhiie 1:10 000. B HEKOTOPBIX cTpaHaX
CKPUHUHTY TOAJEKAaT O0JIe3HU JasKe C CYIIIeCTBEHHO
6osiee Huskou yacroroi (1:20 000-1:40 000), Tax
Kak MX paHHee BBISBJIEHUE IIPEIOTBPAIlaeT CMEPTh
naruenTa. Yucao 3aboseBaHUii, HA KOTOPHBIE TTPOBO-
JIUTCA CKPUHUHT, B PA3JIMYHBIX CTPAaHAX HETPEPHIBHO
yBenunuuBaeTcsa. Tak, Ha TaliBame BHeApeHa oOIIfe-
Ha-IMOHAJbHAS IIPOTpaAMMa CKPUHUHTA HOBOPOIK-
IeHHBIX, KoTopasa oxBaTbiBaeT 26 martosormii [15].
B 2016 r. Kamaga opunuanbHo 3asaBuia o 22 3a60-
JIeBaHUAX, 00I3aTEIBLHBIX IJId IIPOTPAMM CKPUHUHTA
HOBODOXKJIEHHBIX BO BCEX TEPPUTOPUATIBHBIX IOPUC-
IUKIUAX, TPU BTOM IIPUBETCTBYETCS PaCIIUpPEeHUe
CKPUHUWHTA, YTO U IPOUCXOJUT B HEKOTOPHIX ITPOBUH-
IUSAX B 9TOU CTpaHe, Ie yike TecTupyoT g0 30 3abo-
neanwuii [16]. B CIIIA B HEKOTODBIX IIITATAX IIPOBO-
auTca ckpuHuHT Ha 50 miu 6oJiee 6oJiesHeti. B To ke
BpeMs B pAME CTPaH HaOJIIOHAJICS ABHBIN HETOCTATOK

AUATPNU
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O(pUIAIBHBIX IIPOrPAMM CKPHHHHIA HOBOPOIKIEH-
HBIX: Aprentuse, Bpasunuu, Kurae. Hampumep, B
Bpasuiany B opUIMaIbHYIO IPOrPaMMy CKPUHHHIA
HOBOPOJK/JIEHHBIX BKJIIOUEHBI TOJIBKO 6 Gosresneii [11].

B MockBe ¢ 2018 r. ObLT paciiupeH HeoOHATaIb-
HBITT cKpUHUHT 0 11 3a0oseBaHU 1 K0oGaBJIEHEI B
nepedyeHsb 6 HO30JIOTHIA: MIIyTApPOBasi allUoyPUs TUIIA
I, TuposuHemusa tuna I, JeHANMHO3, METHUIMAJO-
HOBAas/IPONMOHOBAA AUILYPUI, HEJOCTATOUHOCTH
OMOTUHNAA3LI, HELOCTATOYHOCTH CpeIHeIlelloued-
Holl amui-KoA-meruaporeHassl »KUPHBIX KMCJIOT
[17]. B Hacrosmiee Bpemsa B P® mpexacraBiser-
cA aKTyaJdbHBIM co3maHme TecT-cucteMm ajsa 28—30
opdaHHBIX 3a00JIEBAHUIN M IIPOTOKOJA MYJIbTH-
ILJIEKCHOI'0 CKPUHMHTIA C MCIOJb30BAHMEM TaHIEM-
HOM Macc-cuekTpomerpuu [14]. dToT MeTox B IIpO-
IOJIXKEHNE TPASUIIMOHHOI0 OMOXMMHUUECKOr0 CKPH-
HUHTa PACIINPAET CIEKTP TECTUPYEMBIX Op(haHHBIX
3a00JIeBaHNI M3 KJIacca HACJEICTBEHHBLIX HAapy-
IIeHnii oOMeHa BellecTB. J[aHHBIN ITar moTpedyeT
IomoHUTENbHO 0K0J0 800 py6. Ha KaKI0TO HOBO-
poskaenHoro, uau 1,6 Mmapxa pyo. B roa B MaciiTadbax
BCEH CTpPaHbl, HO TOJBKO DTO €XKETrOJHO IIO3BOJIUAT
IIPeJOTBPAIATh PA3BUTHE TIKEJION NHBAJIUIHOCTHI
Y CMEPTHU HECKOJIbKUX THICAY JeTei.

Bes HeOHATAJNBHOIO CKPUHHUHIA AUATHOCTUKA
MHOTHUX OPMaHHBIX 3a00JIeBaHUH YCIOMKHAETCA, UTO
IIPUBOIUT K AJIUTEIbHBLIM €€ 3aJepP:KKaM U OIIn00ou-
HBIM AumarHodam. B ucciaegoBanumu EBporeiicKoi
opraHmsdanumu pearkux 0Oojgesneir (2012), mocBs-
IeHHOM 8 op(aHHBIM 3a00JeBaHUAM, CKPUHHUHT
HA KOTOpbI€ HE OCYIIECTBJISETCS, OBLIO YCTAHOB-
JeHo, uto 25% OOJbHBIX OMKHUIANINA AUATHOCTUKY
or 5 mo 30 met, 40% moONYyYNIUN TEePBOHAUAJIBHBIN
OIIMOOYHBIN AMATHO3 (YTO HPUBEJIO K HENPABUJIb-
HBIM MeIUIIMHCKUM BMeIlaTeabcTBaM), 25% miid
YCTAHOBJIEHUA AUATHO3a MNPUIILIOCH OTIPABUTHCS
B APYroil peruoH. B aHAJIOTMYHOM IO Pe3yJIbTaTaM
MCCJIeNOBAaHNM, IPOBeJeHHOM KaHamckoil opranum-
3aruei Mo pegKuM 00JIe3HAM, IOKA3aH0, YTO OKOJIO
20% mamueHTOB OMKHUIAJMM AUArHo3d or 6 mo 14
aetr, a 60% xoucyabTUpoBaduch ¢ 3—20 cmeru-
aJnCTAMM [0 YCTAHOBJEHWs auarsosa. CpemHuii
BO3PACT YCTAHOBJIEHUS LUArH03a opdanHHOro 3abo-
neBanusa B EBporme — 5,6 rozxa, a 8 CIIIA — 7,6 roza.
UccnemoBaTein KOHCTATUPYIOT HEOOXOIUMOCTH
HAJEe)XHBIX TUATHOCTUYECKUX TECTOB M HEOHATAJIb-
HBIX CKPMHHUHTOBBLIX IIPOIPAMM, KOTOPbIE 3HAUM-
TeJBHO COKPAIAIOT Pa3phIB MEKAY MaHU(eCTaIln-
el 3abosieBaHMA U fuarsosom [18].

BasKHBIM IIIarOM CTaJIO TO, UTO B HAIIIEH CTPaHe
HAYaJIM IPOBOAUTHL I'€HETUUYECKYIO0 NUATHOCTUKY B
mmpegeaax KBOT y JIMI C IOJO3PEHNEeM Ha HaCJe[-
CTBEHHOE WJIH BPOXKIeHHOe 3aboJjieBaHNe, B TOM
Yycje JU30COMHBIE 0OJIe3HM HAKOILJIEHWUS, aMUHO-
alUIONAaTUN, OPraHUYEeCKUe anufeMuun, ned)eKThI
MUTOXOHAPUATBHOTO B-OKUCIEeHUs. ITO ITO3BOJIUIIO
IMOBBICUTEL HOCTYIHOCTL AUATHOCTUKN OP(aHHBIX
3abosieBanuii [17].

Ilpu amanmse (PaKTOPOB, CIOCOOHBIX CYIIe-
CTBEHHBIM 00pa30M IIOBJIUATEH HA BBIBOIBI MCCJIEN0-
BaHNS Ha BCEX 9TAIlaX ero IPOBeJeHN s, KaKue-JI1u00
OrPaHUYEHUSA OTCYTCTBYIOT.

3akaoueHue

Ha ocHoBanum naHHBIX PenepabHOTO PEru-
CTpa, a TaK)ke PEeruoHaJbHBIX cerMeHTOB Defe-
PAJILHOI'O PETHCTPA YCTAHOBJIEHO CTATHCTUYECKU
3HAUYMMOE yBeJINUYEHNEe UYHCJICHHOCTU HeTeH C »KU3-
HEYIPOKAIIUMY PeIJKNMU 3a00JIeBAHUAMU 34
nepuon 2013-2018 rr. B 1,7 pasa, KOTOpoe COIpPO-
BOJKJIAJIOCHh COKPAII[eHUEM UX JO0JU B 00IIIeil Korop-
Te O0JbHBIX.

PacnpoctpaneHHOCTh OpdaHHBIX 3a60JIeBaHUIT
y JeTel B IeJIOM YBeJIUYUJIACH CTATUCTUYECKY 3HA-
yumo ¢ 234,76 no 283,65 ma 1 MaH IeTckoro Hace-
aenus (aa 20,8% , p<0,05) (1:4250 u 1:3520 coor-
BETCTBEHHO), UTO IIPOM3OIILI0 34 CUET YBEeJINMUYEHUS
PaCIpPOCTPAHEHHOCTH OOJIBIIMHCTBA HO30JIOTMYe-
cKux opM.

HaHHBIE M3MEHEHUS CYIIeCTBEHHO He IIOBJIM-
SAJMW HA CTPYKTYPY pacCMaTPUBAEMBIX OpP(haHHBIX
3aboseBanuii. Ilo-Ipe’KHEMY IIepBbIe PAHTOBBIE
MecTa 3aHMMain 4 HamboJjiee PaCIPOCTPAHEHHBIE
HO30JIOTHYECKNE (DOPMBI: HAPYIIEHWs O0OMeHa apo-
MATUYECKUX AMHUHOKMCJIOT, IOHOIIECKUN apTPUT C
CHCTEMHBIM HAUYaJIOM, IIPeKAeBPeMeHHasl II0JI0Bas
3PEJIOCTh IEHTPAJIBHOIO IIPOUCXOMKIACHUSI W UINO-
maTuyecKass TPOMOOIMTONEHUUYECKAsa NypIypa
(cuHIpOM IBaHCA), Ha JOJIO0 KOTOPBIX B IIEJIOM IIPU-
XOAUJIOCH B cpeqHeM 0K0Jo 76% .

BwmecrTe ¢ TeM OBLIM OTMEUYEHBI 00JIee 3HAUNTEIIhb-
Hble M3MEHEHNs B OTHOIIEHWU HOJIU AeTell B BO3-
PacCTHOM CTPYKType 3a00/1€BAeMOCTH SAHHOM IIaTo-
Jorueu. ¥YBeqnuuiaach NoJA AeTell mpu Ae)eKTe B
cucTeMe KOMILJIEMEHTAa, ITapOKCU3MaJIbHON HOUHOM
remoryiobunypunu (Mapkuadassi—Mukesn), amjia-
CTUYECKON aHeMHM HEYTOUHEHHOM, HaCJeICTBEeH-
HOM pedunure daxropoB II (dpubpumorena), VII
(mabunsuoro), X (Crioapra—IIpayapa).

YcTaHOBIEHO, UTO JOBOJBHO YaCTO POCT pac-
IIPOCTPAHEHHOCTH PeIKMUX 3a00JIeBaHUIl y mgereit
COIIPOBOYKAAJICA YMEHBIIIEHNEM UX JOJIU CPeSU BCeX
3a00JI€BIINX . OTO OTHOCUJIOCH K T€MOJUTUKO-YPEMU-
YECKOMY CHUHIPOMY, UAUOIATHYECKON TPOMOOIMTO-
TIeHNYeCcKoll mypunype (CMHIPOM OBaHca), Hapylle-
HHIO O0MEeHa apoOMaTUYeCKMX aMUHOKMCJIOT (KJjac-
cruecKas (PeHMIKeTOHYPHUs, APYTHe BUIbI TUIepde-
HUJIAJIAHMHEMNN), HAPYIIeHUAM OOMEHa »KMPHBIX
KUCJIOT, APYTUM chuHTOIUTIHI03aM: 00ie3Hb Pabpu
(Pabpu—Angepcouna), Humanuna—Iluka.

B P® B 2013—-2018 rr. oxBaT 6epeMeHHbIX JKeH-
IUH YJILTPA3BYKOBBIM CKPUHHHIOM COCTABUJI Oojiee
97% , YMCJIO ILJIOMOB, ¥ KOTOPBIX BBLISBJIEHBLI BPOXK-
IeHHBbIe IOPOKM PAa3BUTHs, He IpeBbimaio 2%, a
OTKJIOHEHHS IIPU IPOBEJeHUM Mpo0d Ha OMOXHMUUe-
CKU CKDUHUHT PETUCTPUPOBAJINCEH B 3—5% cJIyuaes.

3aboseBaHusda, BXOAAINNME B IPOTpaMMy Heo-
HATAJbHOI'O CKPUHWHIA, NUATHOCTHUPYIOTCA erKe-
roguo B cpenueM y 1200 HoBOpo:kIeHHBIX. OXBaT
HeOHATAJbHBIM CKPUHUHIOM He mpeBbiiaer 95%
U He MMeeT TeHIeHIIUU K pocTy. 3a mepuox 2013—
2018 rr. mpoBeneno 49,9 MJIH CKPUHUHTOBBIX TECTOB
¥ BBIABJIEHO 7,7 THIC. HOBOPOIKAEHHBIX C BPOKICH-
HBIMY U HACJIEICTBEHHBIMYU 3200/ I€BAHUSIMMU.

IIpencraBisgerTcs Baj)KHBIM BKJIIOUEHHE B HEO-
HATAJIbHBIA CKPUHHHI' OpP(aHHBIX OOJie3Hell, Ipu



KOTOPBIX padpaboTaHa M MPUMEHAETCA IaTOTE€HETU-
gyecKad Tepanusd, K KOTOPBIM OTHOCATCA TUPO3WHE-
Musd, 00JIe3Hb «KJEHOBOTO CUPOIa», NPYTHe BUIBI
HapyIleHnit ooMeHa aMIHOKHUCJIOT C Pa3BeTBIEHHOMN
1enpi0 (M30BaJIepUaHOBAA, METHJIMAJIOHOBAA, IIPO-
MMOHOBAA allUAEeMUN), HAPYIIIeHUA 00MeHa KUPHBIX
KHCJIOT, TOMOIIMCTUHYDHUHA, IJIOTAPUKANUAYDPUA,
Ipyrue chuHroInIua036!, 601e3Hs Padbpu, MYKOIIO-
aucaxapuposs! (Tunsl I, I1, VI), 6one3us orre.

Takum o6pasoM, onpeneseHNe PACIIPOCTPAHEH-
HOCTU PA3JIMUYHBIX HO30JIOTUYECKUX (popM opdaH-
HBIX 3a00JIeBaHUI UPE3BHIUANHO BAYKHO U aKTyaJb-
HO JJis PACHIMPEeHUs W COBEPIIEHCTBOBAHUA AUA-
THOCTHUYECKHUX PECYypPCOB, UTO IIO3BOJISAET IIOBBICUTH
BBIABJISEMOCTD JAHHOM aTOJOTUU.

Bxnad aémopoé: 6ce as6mopv. 6 PAGHOU cMmeneru 6HecLu
€601l 6K1a0 6 PYKONUCH, DACCMOMPeNU ee OKOHYAMelbHbLIL 6apU-
anm u 0aau coziacue Ha NYOAUKAYUIO.

Dunancuposanue: 6ce a6mopvl 3aA6ULU 00 Omcymcemeuu
punancosoil noddepiku npu nodzomoske 0AHHOU PYKONUCU.

Kongnukxm unmepecos: 6ce agmopuvl 3aA6uiu 06 omecym-

CMBUU KOHKYPUPYIOU,UX UHMeDecos.

ITpumenanue uzdamensa: OO0 «Ileduampus» ocmaemecs
HellmpaibHblM 6 OMHOULeHUL I0PUCOUKYUOHHbLX NpemeH3uil Ha
OnYOAUKOBAHHbBLE MAMEPUALbL U UHCTMUMYUUOHAJLbHBLX NPUHAD-
JlexcHocmeil.
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