Meamnko-reHeTnyeckaa cnyxba
Poccnnckon Genepaumm



 Meauko-reHeTnyeckasa cayxba (MIC) asnaetcs
crneunuanm3anpoBaHHbIM BUAOM MEAULMHCKOM MOMOLLM
HaceneHunto Poccunckon Pepepaummn. OHa co3aaeTcH
MwuH3apaBom Poccum n TepputopuasbHbIMKU OpraHamm
3/1paBOOXPaHEHMNA B LeNAX NPOBEeAEHNA MEPONPUATUIN NO
BbIABNIEHUIO, NPOPUNAKTUKE N JIEYEHUIO HACNEeACTBEHHbIX W
BPOXXAEHHbIX 3aboneBaHMU, NO CHUXKEHUIO O06YCNOBNAEHHDIX
UMM [AeTCKOU 3abonesaemoct, CMEpPTHOCTU MU
WHBaNUAMN3aLnn.

* OCHOBHbIM BUAOM AeATENbHOCTU yupexaeHnmn MIC aBnaetcs
npopuUnaKkTUKa BPOXKAEHHOU U HacneaACTBEHHOM NAToONIONMU NYyTEM
OopraHu3auum n NPoBeaeHUsa PeTpo- U NPOCNEKTUBHOIO MeAUKO-
reHEeTUYECKOro KOHCY/NbTUPOBAHUA, MPEHATAaIbHOU AMATHOCTUKM,
NPEeKJIMHUYECKON [ANArHOCTUKU Y HOBOPOXHKAEHHbIX
HacneaCcTBEHHbIX ©OonesHen, HanpasaeHne 60/bHbIX HA JIeYEHUE U
AncnaHcepHoe HabatoaeHne cemen ¢ HacneacTBEHHOM NAaTONOMMEMN.



OCHOBHbIe HanpaBneHna ageatTenbHoCcT MeauKo-reHeTUYeCKoun CnyXKo6bil

* MeguKo-reHeTU4EeCKOE KOHCYNbTUPOBaHME cemMel U OONbHbIX C
HacneaACcTBEHHOM W BPOXKAEHHOM NATONOTUEN

* MaccoBblih CKPUHUHT HOBOPOXKAEHHbIX Ha HAaCNeACTBEHHbIE
6one3Hn obmeHa.

e CeneKkTnBHbIN CKPUHUHT cemen N 60bHbIX Ha HAaCNeaACTBEHHbIE
6bone3Hn obmeHa.

* [peHaTanbHbIXN CKPUHUHI 6epeMeHHbIX Ha PaCcnpPOCTPAHEHHbIE
XPOMOCOMHble 60ne3HN N BPOXKAEHHble NOpPOoKK pa3smntma LHC

* MpeHaTanbHaA AUArHOCTUKA PACNPOCTPAHEHHbIX HAac/eACTBEHHbIX U
BPOXAEHHbIX 6one3Hemn

* BeaeHne TepputopmanbHOro perncTpa cemem n 60abHbIX C
HacneaCcTBEHHOW M BPOXKAEHHOM NAaTONOTMEN U UX AUCNAHCEPHOE
HabaoaeHue.

¢ I'IponaraH,u,a MmeaAnKo-reHeTu4yeCKux 3HaHUU cpean HacCeleHUA.



OcHoBHbIe 3agaun Meguko-reHeTU4ECKoM CnyXbbi

OKa3aHMe KOHCYNbTaTUBHOM U e4ebHO-AMarHoOCTUYECKON NOMOLLM BONbHBIM M YNeHam UX CEMEN;
opraHusaums n obecneyeHme HeoHaTa/IbHOIO CKPMHUHIA B LLENAX BbIIBNEHUSA HaCNeACTBEHHbIX 3a60/1eBaHUN;
npoBeAeHne CENIEKTUBHOIO CKPUHWHTA;

opraHv3auua , NpoBefeHye NpeHaTalbHOro CKPMHMHIA 6epeMeHHbIX C Lie/bio NpeHaTabHo (A0p0A0BOIA) ANarHOCTUKM
HapyLeHUI pa3BuTna pebeHkKa;

nposeAeHne NPeHaTaIbHOM LUTOreHETUHECKOW, MOJIEKYNIAPHO-LIMTOTEHETUHECKOW M MONEKYNAPHO-TeHETUYECKON ANarHOCTUKM
BPOXAEHHbIX 1 (MNK) HacheACTBeHHbIX 3a60/1eBaHMIN B OTATOLLEHHbIX CEMbSX;

opraHn3sauna n oKkasaHume MGTO,CI,M‘-IGCI-(OVI “n KOHcyﬂbTaTMBHOlz noOMoLWHn Bpav4am-rneanaTpam y4aCtkoBbiM, BpadyamM-TeparnesTam

(V)

YYaCTKOBbIM, Bpayam aKyllepam-rmMHeKoN0oram, Bpayam obLiel NPakTUKK (CceMeHbIM BpavyaMm) C Lie/Ibto BbiABNEHUA BObHbIX
rPYnNnbl PUCKa C HacNeACTBEHHbIMU U (ang BPOXAEHHbIMK 3ab01eBaHNAMY, @ TakXKe 60/bHbIX C Ha4albHbIMU NPOABNEHNAMY
HacneacTBEHHbIX U (1) BPOXKAEHHbIX 3abo1eBaHUi;

npmn Haamvynmm meamnumHCKUX NMOKa3aHUM - HanpasaeHune 60/bHbIX Ha KOHCyNbTaL MO K BPpavYamM-cneunaancrtam

npmn Haamvynmm meamnumHCKUX NMOKa3aHUM - HanpasaeHune 60/1bHbIX ANnA OKa3aHUA MGLI,MLI,MHCKOVI nomouwmn B CTauMOHApPHbIX
YCNOoBUAX NN YChOoBUNAX AHEBHOIO CTalUMOHApPa;

OCYLLECTBNEHME ANCNAHCEPHOTO HaboAEeHUA BONbHbIX, MPUKPENNEHHbIX K TEpPUTOPUN, 06CnyKMBaemol KoHcynbTaumes;

opraHv3auua 1 NpoBefeHNe CaHUTapPHO-NPOCBETUTEIbHOMN PaboTbl cpen HaceNeHna No NPOdUNAKTHKE HaCNeACTBEHHbIX U (1an)
BPOXKAEHHbIX 3a60/1eBaHNIN, POPMUPOBAHUIO NPUHLMMOB 340P0OBOr0 06pa3a XKU3HY;

y4yacTtne B pa3pa60TKe M opraHnsaunm BbinoJIHEHUA UHAUBUNAYANTbHbIX MPOrpamm pea6mnMTau,vw| n nevyeHuA 6OJ'IbeIX;
y4yacTtne B O(I)OpMJ'IEHVIVI MmeanunHCKNX AOKYMEHTOB 601bHbIX ANA HanpaBaeHUA X Ha megnuKo-CounasibHYyHt aKCnepTnay,

\éqacme B NPOBEeAEHMMN aHaN3a OCHOBHbIX MeAMKO-CTaTUCTUUYECKMX NOKa3aTenen 3ab6oneBaemMocT1, MUHBAaNUAHOCTU U CMEPTHOCTH
ONbHbIX;

OCBO€EHNE N BHEAPEHWNE B NPAKTUKY HOBbIX Sd)d)eKTVIBHbIX meTtonos I'IpO(I)VII'IaKTVIKVI, ANAarHoCTukKun, ne4yeHmna n pea6VIJ'IVITaLI,VIVI
6OJ'IbeIX; BeaeHune yd4etHon n oT4HEeTHOU AOKYMEHTAUUU, NpeactaBieHne ot4eToB O AeATe/IbHOCTU KOHCW'IbTaLI,MM B
yCTaHOB/1EHHOM nopAgkKe.



Buabl gesatenboHoctn MIK (1) B8 PP (2019 )

Buabl gesitenbHOCTHU

KonuyecTtBO

cyobekToB PD %

. Mepuko-reHeT4eckoe KOHCYNbTUPOBaHWE

(mMaumeHTbl U cemMbK) 83 97
2 [NMpeHaTanbHbIA CKPUHWHT 76 87
3 YnbTpasBykoBasi AMarHoCTmKa 61 70

IHBa3nBHasa npeHaTtasnibHas guarHocTuka
4+ |(Buoncmsa xopmoHa, KopaoueHTes,

aMHMOLEHTES) 48 55
. |UuToreHeTuyeckune nccnenoBaHusi NNOLHOTO

MaTepuana 63 72
s |HeoHaTarbHbIN CKPUHWUHT 76 87
) [ToToBbIN TecT Ha MykoBucumagos "HaHogakre"

n "Makpogakrte" 65 75
. LiInToreHeTn4yeckoe nccriegosaHue

(KapmnoTnnupoBaHue) 77 89
, |HuToreHetuyeckas auarHoctuka (Fish-

auarHocTuka) 53 61
10 |CenekTuBHbIU CKpMHMHT HBO 36 41
1 [TaHOeMHaa Macc-CnekTpoMeTpud 5 6
12 IMonekynsipHO-reHeTn4YecKkme nccnegoBaHugd 38 44




MeanKo-reHeTUYeCcKkoe KOHCYIbTUPOBaHME

Bpay-reHeTUK

* HopmaTums - 3 Ha 1 000 000 HaceneHus (Mpunka3z M3 PO Ne 917H ot
15.11.12)

e lonKHo 6bITb — 435
* B peanbHOCTN — 228

% YKOMMN/IEKTOBAHHOCTU — 52,4% (npwu ycTapeBLEM HOPMATUBE, HE
YYUTbIBAIOLLEM COBPEMEHHbIE TEXHOIOTUM ANATHOCTUKN, TPebytone
3HAYUTENbHOIO YBE/IMYEHUSA BPEMEHWN KOHCY/IbTUPOBAaHMA 1 nauneHTa)
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CKPUHWHI Ha HacneacTBeHHble 6onesHu

® CKPUHUHT BK/ItOYAEeT KIMHNYECKune 7
nabopatopHble obcnenoBaHUA UHAWMBUAYYMOB,
Y KOTOPbIX Ha MOMEHT obcnegoBaHUA HeET
npobnem co 340pOBbEM, C LENbH BbIIBAEHUA
3aboneBaHus, npeapacnosioKEeHHOCTH K
bonesHn wnAM  PaAKTOPOB pPUCKA, KOTOpbIE
NOBbIWAIOT PUCK Pa3BUTUA 3ab01eBaHMUA



HeoHaTanbHbIN CKPUHUHT HA HacNeACTBEHHbIE
6onesHn B mmpe
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O Asia Pacific (n = 24) 13 10 6 2 6 6 0 0 0
@ Latin America (n=20) 16 12 9 3 2 1 5 3 0®
@ Europe (n =48) 45 41 19 16 17 17 12 T 12
@ Canada (n=15) 15 15 5 13 9 ® 8 5 4 7 8 5
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Challenges for Worldwide Harmonization
of Newborn Screening Programs, 2017



[TOMYMHBI pa3NNYnK NPoOrpamm
HEeOHaTa/1IbHOTO CKPUHWMHIA

* 3THUYECKUE U PErMOHaIbHble OT/IMYUA NO YaCTOTaM HACNeACTBEHHbIX
bonesHen

* Pasnnume pMHaAHCOBbBIX BO3MOXKHOCTEN
* MHDpaCTPYKTYpPHbIE, KaapoBble, OpraHU3aLUMOHHbIEe pecypcbl

* PasHble oTAa/l1eHHble KIMHN4YeCKne Ncxoabi 3a6oneBaHm>'1,
BblIAB/IEHHDbIX B pe3y/ibTaT€ HEOHATA/IbHOTO CKPUHWHTIA

* [TonntTnyeckue NMPUNYUHDI



HeoHaTanbHbIM CKPUHUHT B PO

BI'KH
Bpox1eHHBIM MyxoBucium03
OKY THIIOTHPEO03 ['anakrozemMus
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TaHgeMHaa Mmacc-CneKkTpomMmerTpus
npubnmxeHmne K «<MpeanbHOMYy
TecTy»

ManonHBA3UBHbIN

BbICOKOUYYBCTBUTENLHbLIN
BbicokocneundpuyHbIN
BbICTpbIN

OAavH TecT = MHOro 3aboneBaHnn




TaHAeMHaA Mmacc-CneKTpoMeTpuUAa

7N\

AMmuHOoaUMAONATUU OpraHuveckue aumaypum
JNeviuvHos3 (1:185 000) Fnrotapoeasa aumaypusa tun 1 (1:30 000)
EKY (1:8000) TTponuoHoeaa auuaemus
TuposuHemua Tun 1 (1:100 000) (1:50 000)

HekeToTuueckas MetunmanoHosas aumaypua (1:48 000)
FfunepravuuHemms  (1:55 000) W3osanepuarosas auvaypus (1:50 000)

LiuTpynuHemus (1:250 0000)

HemekThl p-okucneHus

HepnoctatouHocte SCAD
HenoctatouHocte MCAD (1:8000)
HeanoctatouHocTs VLCAD
HenoctatouHocTs LCAHD
HepnoctatouHocTs CPT1
HenoctatouHocTb CPT2



OTaaneHHble KAMHUYEeCKMe ncxoabl 3abonesaHni,

BblAB/IEHHbIX B pe3y/bTaTe PaclUMPEHHOr0 HEOHATA/IbHOTO
CKPUHMUHI

J Inherit Metab Dis @L—m,m.,k
DOI 10.1007/510545-016-0004-4 o

ORIGINAL ARTICLE

Long-term outcome of expanded newborn screening at Boston
children’s hospital: benefits and challenges in defining
true disease

. X L2 o . - 2 - 2 z
Yuval E. Landauw «» Susan E. Waisbren™ - Lawrence M. A. Chan™ - Harvev L. Levy



Pe3y/bTaTbl CpaBHEHUA

e 178 NnauMeHTOB BbIABNEHO B pe3y/bTaTe CKPUHUHIA 1 142 3aboneBanHuns
ANArHOCTUPOBAHO KAUHUYECKN

Nednunt 3-meTnnkpotoHnn-KoA kapbokcmnasnl, oednunt bMoTMHMOa3bl U
KapHUTWUHA BblAB/IEHbI UCKNOYNTENBbHO B pe3yabTraTe CKpuHMHra, a MCADD u
VLCADD — npenmyLwiectBseHHO B pe3yibTaTe CKPUHUHTA.

e Taxkenble ncxoabl HabaAaNNCL TONILKO B 2% C/1ly4aeB, BbIABNEHHbIX B
pe3ynbraTte CKPUHUHIA, U B 42% cnyyaes, AMArHOCTUPOBAHHbIX KIMHUYECKN.

* CpeaHnn 1Q 6bin 103 £17 y NnaUMeHTOB, BbIABNEHHbIX B pe3yabTaTe CKPUHUHTA, U
77 24 y naymeHTtos ¢ HBO, AgMarHOCTMPOBaAHHbIX KNMHUYECKMU



CKPWUHWHTI Ha Hac/eacTBeHHble 6one3HN: HapyLleHma obmeHa
aMUHOKKCNOT (AK), opraHunueckux kncnot (OK) n gedekTol B-
OKUCNEHUSA XKUPHbIX KUCNoT (HKK)




CKPUHWHT Ha HacneacTBeHHble 60ne3HU: HapyLeHuA
obmeHa amuHokucnot (AK), opranmnyeckmx kucnot (OK) m
nedeKTtbl B-okncneHmA KUpHbIX KucaoT (HKK)

6 3ab6oneBaHn — MockBa, 25- NpumMopcKnin Kpan



MaccoBbi CKDUHUHT HOBOPOXAEHHbIX B PP

OTcTaer OT COBPEMEHHOro MUPOBOTO YPOBHA:
- Mo uncny ckpmHmnpyembix bonesHewn
- Mo npumeHAembIM 1aboPaATOPHbLIM TEXHONOTUAM
- [To npoBeaeHUO NOATBEPKAAIOLWEN ANATHOCTUKMK
- [lo nMHpopmmnpoBaHMIo obLecTBa 0 AAHHOU Nporpamme

- o OopraHmn3aumnm nomoLinm cembAaAm C BblABIEHHBIMHU 3aboneBaHnAMM



CeneKkTuBHbIM CKPUHUHT Ha HacneacTBeHHble 6one3Hu:
JIN30COMHble 6on1e3HU HaKonaeHus

* /In3ocomHble 60ne3HM HaKonsieHusa — rpynna wu3 50
3aboneBaHuUn, CBA3AHHbIX C HapyLweHnem
BHTYPWU/IN30OCOMHOIO rMAP0N3a MaKPOMONEKY

e ®3T: 10 6one3Hen
e TTCK: 3-5 3aboneBaHui

* Ha cTagmMn KAMHUYECKUX UCNbITaHUN: 3 Bbone3Hn (anbda-
maHHo3mnao3, MIMC tun lIA,B, MJ11)

e TecTbl AN CKPUHWHrAa — onpeaesieHne aKTUBHOCTU
bepMeHTOB, KOHLeHTpauum metabonmtos

 YacTtoTa oTaenbHbiXx dopm HU3Kaa 1: 40-1:100 000
cymmapHasa 1:5000



CKPUHWHI Ha IN30COMHble Bone3Hu
HakonaeHusa: npumep 6onesHb NMomne

B 2001 roay npeagioXxeH MeTo.,
dbnroopumeTpuyeckoro onpeaeneHna GepmeHToB
JIN30COM B MATHAX BbICYLLEHHOW KPOBWU

B 2010 roay BanngnpoBaHbl MeToAbl onpeaeneHusa
aKTUBHOCTU J/IN3COMHbIX GEPMEHTOB B MNATHAX
BbICyLLEHHOM KpoBu metogom TMC

B 2012 rogay npoBegeHbl nepsble MNWUIOTHblIE
nccnenoBaHMA B Pa3HbIX CTPaHax

B 2014 roay B HeKoTopbiXx wTtatax CLUA Hauvanca
MaACCOBbIN CKPUHUHT Ha 6onesHb MNomne

bonesHb NMomne
YactoTa 1: 40 000 —1: 100 000 *uBblIX
HOBOPOXAEHHbIX
AyTOCOMHO-peLLeCCUBHbIN TUN
HacnepoBaHuA. l[eH GAA KapTupoBaH
Ha Xpomocome
N3BEeCTHO HECKONbKO dopm BonesHun —
MnapeH4yeckas
No3gHAA mnageHYecKan
B3pocnan
OTHOCKUTCA K MeTabonnyecknm
MMNOMATUAM, XapaKTepHa
NPOKCMMaNbHAA MMONaTUA, ANA
AeTckon popmbl- rmneptTpoduyeckasn
KapanomuonaTua



CoBpemMeHHble CeEKBEHATOPbI




KonoccanbHbiY Hay4yHO-TEXHMYECKUM nporpecc!

PacwundpoBka reHoma 1 yenoseka

Kak oHO ObLIO Kak oHO cTano
[Tpoa0/KUTEILHOCTD >3650 moen 3 nHA
CTOMMOCTB 3 000 000 000 $ 600 $
Y4acTHUKH CoTtHu s1adoparopuii |1 uenoBek
KauecTBO 1 mpouteHue 30 mpouTeHuit




CTaTuCTUKa NoO MOHOreHHbIM 3abosieBaHMAM MO
6a3am AaHHbIX

basa AaHHbIX Yucno peHoTunos Yucno reHos PocT uncna reHoB B rop,
67

Orphanet 5 856 3573

(c 2015 ropa)
OMIM 5967 3724 500-600

HGMD 18 959 6327 600-700



byaylliee cekBeHUPOBAHUA

Membrane

+ DNA Bases

Nanopore

O Electrical signal Sequence of bases

GAGCATGTCGTAGCTAGCTGACALCTA

¥

Electrical signal strength

Length of DNA strand ———



[TepcneKkTnBbl MeaAnKo-reHeTUu4YeCcKou
CNYObl

* PelleHne KaapoBOro Bonpoca

* [ToBbIWEeHNE KBaIMDUKALMKM BPAYEN PA3NNYHBIX CMELLMANBHOCTEN
(Co3paHue HOU)

* PacwmpeHmne maccoBoro HeoHaTaabHOro CKpMHUHra ao 39
3aboneBaHunm

* PacwmpeHmne cenekTUBHOIO CKPMHUHIA (nnM3ocomHble 6onesHu
HaKoMAeHUs, UMMyHoAedULMNTDI)

* Pa3BnTME MONEKYNAPHO-TEHETUYECKUX UCC/IeA0BAHUMN

* Undpposmnsauma meamKko-reHeTu4eckom cayKool (BUMUC
“MegmnumHcKasa reHeTMKa”)
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