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HoBoe nokoneHne metToAoB ANArHOCTUKU HapPYLLUEHUNI
CNYXa U CKPUHUHTA CyXa HOBOPOMKAEHHbIX

[Mouemy reHeTnyecKkoe obcnenoBaHmne UrpaeT
Ba)XHYIO pO/ib B AMATHOCTUKE HAPYLLUEHUN CAyXa?

KaKkoBO coBpeMeHHOEe COCTOAHNE reHEeTUYECKUX
MEeToA0B ANArHOCTUKM HAapYLIEHUN CayXa?

KakoBo cocToAaHMe BceobLlero CKpUHUHIa cnyxa
HOBOPOXAEHHbIX?

KakoBo byayuiee AMAarHOCTUKU U CKPUHUHTA?

Kak mMbl 3TO Aenaem... U Aenaem am Mbl 3TO
NPaBUAbHO?

Healthy
Hearing
2020

Weorking together to promote
healthy hearing habits




TyI'OyXOCTb Ha NPOTAXKEHUN KN3HU

Haunbonee pacnpocrpaHeHHas CEHCOPHaA NaTONOrMA YenoBeKa, BeayLan K OTCTaBaHMIo
peyena3blKoBOro pa3BUTUA, Npobaemam B LLKO/E, HAa paboTe U BO B3aMMOOTHOLLEHMAX, a TaKKe
N30M1ALUN N AENPECCUMN Y NOKUANBIX Ntoaen, obnagatollas KPUTUYECKUM BpemeHem abuauntaumm B
TeYeHMe HECKONIbKNX NepBbIX MeCcALEB ¥U3HU

HoBopoxxaeHHble u aetu (B CLUA)
*  OKono 3 HoBOpOXAeHHbIX 3 1000 porkAatoTCA CO CTOMKOM TYrOyXOCTbtO
* OpguH 13 Hanbonee pacnNpPoOCTPaAHEHHbIX BPOXAEHHbIX AedeKkToB B CoeaAnHeHHbIx LLTaTax

*  BONbWMHCTBO MYyXMUX N cnabocbllalnX AeTeN POXKAATCA B CEMbAX, HE CTa/IKMBABLUMXCA paHee C
3TOM Npobremoi

— bonee 90% peten ABYX IMyXUX poguTeNner He MMEKT HapYLLEHWNI CyXa, YTO eLle pa3 nogvyepKkmBaeT
becnpeueaeHTHYIO reTeporeHHOCTb 3TUONOrNKM (FreHEeTUKa, OKPY»KatoL,an cpeaa, B3aMmoaencTene reHeTUKK ¢
OKpYrKatoLlen cpeagom)™

e Okono 50% peTten c HapyLLEHHbIM C/IYXOM POXKAAOTCA B CEMbAX, MPUHAANEXKALWMNX K
PacoBbIM/3THNYECKMM MEHbLLIMHCTBAM

* [lpumepHoy 1 13 2 geten HapyLleHUe cayxa obycnoBNEeHO reHETUYECKMMU NPUYNHAMM

* [pumepHoy 1 u3 4 geTeit HapyLleHMe C/lyxa CBA3aHO C MUHPEKLUMOHHbIMU 3ab01€BaHUAMM MaTePU
BO Bpemsa 6epemeHHOCTU, POA0BbIMU OCNOKHEHUAMWN N TPABMaMMU FrO/10BbI

* HapyuweHue cnyxa BcTpeyaetcs npumepHo y 1 n3 100 aetelt WKOAbHOro Bo3pacta =2 2,5 M/H.
(5,4%) peteit c Manoi AU OAHOCTOPOHHEN TYFrOYXOCTbIO

* CTpaHHana undpa. He MCKNOYEHO, YTO 1 HENPABWUILHO NOHAAN aBTOpa.



TyI'OyXOCTb Ha NPOTAXKEHUN KN3HU

Bo3pacTHaA TyroyxocTtb

* [lpumepHo y 1 n3 3 noagen B Bo3pacTe ctaplue 65 net Habnoaaetcs
HapyLweHne cayxa, AoCTaTOYHOe ANA YXyALleHUA BOCNPUATUA peUn

« K 2030 roay 6onee 20% HaceneHua CLUA 6yget ctapwe 76 net (btopo
nepenncu Hacenenma CLLUA)

e Yaule BCTpeYaeTca Yy My*KUYMH, YEM Y KEHLLMH

e CnoxKHas B3aMMOCBS3b C reHeTUYeCKUMMN daKTopammn 1 YyCI0BUAMMU
OKpY’KaloLLer cpeabl, BAUAIOLWMMM HA HA4Ya10 TYrOyXoCTU U ee
nporpeccupoBaHune

 Cnaboe NOHMMaAHME MOJIEKYNSPHbIX OCHOB

Tem He meHee...

 HoBble meToAabl FEHETUYECKUX NCCNEea0BAHUIN, NOAKPEN/IEHHbIE AAHHbIMMU
O reHoMe yesioBekKa (Hanpumep, npoeKT GWAS), no3BOAAIOT HAAEATbCA Ha
BO3MOHOCTb pacwndpoBKkM GaKTOpPOB, CBA3AHHbIX C BO3PACTHOM
TYrOyXoCTblo



Tunbl TYroyxocTtu

OAHOCTOPOHHAA
[BYCTOPOHHAA

KoHAyKTMBHaA

. HapykHoe yxo

* CpegHee yxo
CeHcoHeBpanbHaA

*  BHyTpeHHee yxo

Manas
YmepeHHaA
rnybokas

CtabunbHasn
Mporpeccupyrowan

CuHapOMHanA
HecuHppomHan




[eTe poreHHble NPpnu4YnHbl TYTOyxoCtu

[eHeTnYyecKaa TYroyxocTb
CuHppomHasna (~30%)

(Da KTOpb| Opr).Kal_OLuleﬁ AIport, BOR, CHARGE, JLN, Norrie,
Pendred, Perrault, SBckler, Treacher
CPpeabl Collins, Usher, Waardenburg, Wolfram
JleKapcTBeHHble npenaparbl
LLIym
Toasmbi HecuHapomHas (~70%)
NHbeKLMY AyToCcOMHO-A0MMUHaHTHaA (DFNA, 22%)

HenpaBuabHOe NUTaHMe AytocomHo-peueccmBHada (DFNB, 77%)
X-xpomocomHasa (DFNX, 1%)
Y-xpomocomHas (DFNY)

MuToxoHapuanbHan



M3BeCTHble reHbl TYroyxocTu
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RAHMYeCcKaa NpUroaHoCTb
reHeTu4Yeckoro obcneaoBaHUA

Sind

CKpMHMHI' HOBOPOXAEHHbIX PaHHee BMmeLlaTenbCTBO

MpeHaTanbHoe obcnenoBaHme OueHKa pucka MoXM3HEHHOEe HabAoaAeHME U KOppeKLumA



MeHo reHeTU4eCcKknx nccnenoBaHUM
pacLMpAEeTCcA: KoMy AOBEPUTb BbIOOP?

The New York Times
Cpepga, 21 nona 2004 r.




[TPOTOKON reHeTUYeCcKOro CKpPUHUHra
CAyXa

HecnHapomHaAn

uMB“///// |

TecTuposaHue Ha GJB2/GJB6

v
AMVlHOFﬂl/IKO3l/I,£I,bI CemenHbIN aHaMHe3
I\/IMTOXOH,EI,pVIaﬂ bHAA X-XDOMOCOMHaFI
12S rRNA POU3F4
tRNA ser

CuHAPOMHaA

l

CooTtBeTcTBYIOLME TEHDI

T
HeT cemelHoro Cutiapom Usher

MYO7A  SANS
dHAMHE3a USH1C  USH2A

CDH23  ADGRV1

PCDH15 CLRN1
NNomnHaHTHAaA PeueccunBHas
MYO6 DIAPH1 MYO7A TMIE
ACTG1  WFST1 MYO15 CDH23
DSPP GJB3 SLC26A4  USH1C
TECTA  KCNQ4 OTOF OTOA
EYA4 DFNAS5 TMPRSS3 MYO3A
MYO7A  MYH9 TECTA PCDH15
COL11A2 MYH14 CLDN14  DFNB31
POU4F3 COCH TMC1 ESPN
TMC1 GRHL?2 STRC MYOB6
CCDC15 P2RX2 GIPC3



Kputepuun BKAOYEHUA B TECT TEHOB HECUHAPOMHOWM
NN «O4EBUAHO» HECUHAPOMHOWN TYrOyXOCTU

163 reHa TyroyxocTtu

|

CUHAPOMHAA TYroyXxoCTb?

TyroyxocTb — r1aBHbIM

CUMNOTOM? KakoB AoOKa3aTenbHbI

YPOBEHb CBA3M reHa ¢

m—> 3aboneBaHuem?
[loKka3aTenbHbIK ypoBeHb 0-1 JloKa3aTenbHbIN YpOBEHDb 2-3
v / l

Bkntountb 90 reHoB (55%)

Nckntountb 73 reHa (45%)

Abou Tayoun et al., GeneBcs in Medicine (2015)



ACTG1
ATP6V1
BSND
CATSPER2
CACNA1D
CCDC50
CEACAM16
CLDN14
COCH
COL11A2
CRYM
DFNAS5
DIABLO
DFNAS5
DIAPH1
ESPN
ESRRB
EYA4
GIPC3
GJB2
GJB6

GPSM2
GRHL?2
GRXCR1
HGF
ILDR1
KARS
KCNQ4
LHFPL5
LOXHD1
LRTOMT
MARVELD2
MIR96
MSRB3
MTRNR1
MTTS1
MYH14
MYH9
MYO15A
MYO3A
MYO6
OTOF

OoTOG
OTOGL
P2RX2
POU3F4
POU4F3
PRPS1
RDX
SERPINBG6
SLC17A8
SMPX
STRC
SYNE4
TBC1D24
TECTA
TIMMSA
TMC1
TMIE
TMPRSS3
TPRN
TRIOBP
TPSPEAR

ADGRV1

CDH23

CIB2

CLRN1

DFNB31

HARS Usher
MYO7A

PCDH15

USH1C

USH1G

USH2A
SLC26A4 Pendred
OTOA AN
DFNB59

CLPP

HARS2 Perrault
HSD17B4
LARS2

KCNE1

KCNQ1 JLNS

*AN = cnyxoBan HeliponaTus

OtoGenome

EDN3
EDNRB
MITF
PAX3
SNAI2
SOX10
EYA1
SIX1
WFS1

CywecTBytoT nogrpynnol
(Usher,

Waardenburg, BOR,
JLNS, Pendred, chyxoBas
HeMponaTtums,

WEFS1, Mito, ut.a.)

Waardenburg

NcmoyHuk: LMM, Rehm




YacTtoTa obHapyeHna OtoGenome

(n = 959)
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BepoATHO NaToreHHbli BepoATHO 6aaronpuaATHbIN He NoA03p€EBa/IN O PUCKE
BuannenbvHbin PeueccuBHbIn pa3BMTMFI NMUrMEeHTHOTo

PETUHUTA

NcmoyHuk: LMM, Rehm



[eHeTnYecKaa atnonorma s 218
cnydaax nonoxntenbHoro OtoGenome
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[Neneunn, obHapy*KeHHble ¢ nomoLlbio NGS
(cekBeHMpoOBaHUE cneayloLero NOKoONEHUA)
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BapunaHTbl Tyroyxoctu B 6onee, yem 2000 cnayyanx
TecTbl BbiNO/IHEHBI B JTabopaTopun MONEKYAAPHON MeAULUHDI

) Knaccnpukauma sapmaHTos

MaToreHHbIN 223
BepoAaTHo 121
817 BapuMaHTOB |  naTtoreHHbIi
HeunssecTHOM 462
3HAYMMOCTU
BepoAaTHo 580
B6naronpuATHLIN
s - S S BharonpuAaTHbIN 899
B oaHOUN N3 cemen HanageHo
82,4% (673/817) BapnaHToB Bcero 2285
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TecTbl cekBeHNnpoBaHMNA HOBOIO

NMOKOJIEHUA
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AvarHoctuyeckasn
fpynna YupexxpeHue leHbl 3axBar CekBeHupoBaHue
LEeHHOCTb

Belgium
CUHK-HL

Israel-MidEast
ltaly+Qatar
Japan
KFSH&RC
Medical Exome
MiamiOtoGenes
OtoGenetics
OtoGenome
OtoSCOPE
Syndromic
TRS-204

Whole Exome
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57%
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33%
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54%

72.4%

50%

42-52%

23%

39%
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55%

70%
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[TpUYUHBI Ppa3INYHON
NNarHoCTUYECKOU LEHHOCTM

BKAoYeHune nam ncknrodveHune GJB2-nonoxKutenbHbixX
nauneHToB

CTporocTtb KnaccnPpumKaumm n MHTEpPNpeTaLmm
BapuaHTa

Hebonblion pasmep BbIDOPKN B HEKOTOPbIX
nccnenoBaHUAX

CemenHbl aHaMmHes / cuMmnaeKc Uan MynbTUNNEKC
KOHKpeTHble KNNHNYEeCKMEe NPU3HaKK

ITHMYECKasas NPUHAANEKHOCTb (KPOBHOE POACTBO,
Ha/InYMe AaHHbIX O HapPOAOHACENEHNN)



daKTOpPbLI, BAUAIOLLMNE HA
ANATHOCTUYECKYIO LLeHHOCTb
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CKPUHUHT CyXa HOBOPOXKAEHHbIX

CtaHgapTHaa npoueaypa B CLUA; 6onee 98% HOBOPOKAEHHbIX MPOXOAAT CKPUHUHT
A0 BbINUCKN N3 poaaoma

Mo opmumanbHbiM gaHHbIM, ~1,6% AeTer He NPOXOAAT OKOHYATENIbHbIM CKPUHUHT
cnyxa

~45% petein, He npoLeaLwnx CKPUHUHT, NOTePAHbI ANA AaNbHelwero HabaoaeHus
N JOKYMEHTUPOBAHHOM AMATHOCTUKMK

PacnpocTpaHeHHOCTb AOKYMEHTUPOBAHHOIo HapyweHua cayxa ~1,4 Ha 1000
AeTen, npoweawmx CKPUHUHT

~88% peTen, HanpaB/ieHHbIX Ha NOBTOpPHOe obcneaosaHme no Mporpamme
paHHero obHapy»KeHua HapyLweHUn cayxa n paHHero eBmewartenbctea (EHDI),
A0X0AAT A0 NOBTOPHOro obcnenoBaHms

MpnbnnsmtensHo B 50% LWITAaTOB 3aKOHOAATENbHO 3aKPENIEHO NOKPbITUE
Pacxo/0B Ha paHHee BMeLlaTe/IbCTBO NO NOBOAY Manol NN OAHOCTOPOHHEN
TYroyxocTu

[1Ba 06WEenpPUHATLIX MeToAa CKPUHUHTIA: OToaKycTuyeckaa ammccma (OAI) u
CNyXoBble cTBO/IOMO3roBble noTeHumanbl (KCBI1); HanpaBaeHbl Ha BbiABAEHUE
HapYLIEHUN C/IyXa B YaCTOTHOM AMana3oHe, BaXXHOM ANA PAaCNO3HABAHUA peyn



DID YOU HEAR?

of newborns in the U.S. are

980/0 screened for hearing loss
before they leave the hospital.

Research improves the quality of life of people with
hearing loss, starting with the day they are born.

Biomedical discoveries supported by the National Institute on
Deafness and Other Communication Disorders (NIDCD) laid the
foundation for states to take action to ensure children are screened
and treated early for hearing loss.

0 NIDCD research demonstrates the need for both
0 G newborn hearing screening and early intervention,
_ which is crucial for speech and language development.

‘ W NIDCD research leads to two gold-standard
A tests for hearing loss in infants.

NIDCD research finds genetic causes of
profound hearing loss and deafness, which
account for more than half of all cases.

%,

0 NIDCD research explores intervention DID YOU KNOW?
Y/ strategies for children with hearing loss. 12,000 babies are
born deaf or hard of
7 echnology for hearing devices such as the United States.

O hearing aids and cochlear implants.

)) NIDCD research reveals the basic
mechanisms of how we hear.

MedlinePlus
Magazine Fall 2013

www.medlineplus.gov

CornacHo 3akoHy 100-553 ot
28.10.88, aBTOPU30BAHHbIM
yuypexaeHmem Ha3zHa4vyeH
NIDCD (HaumoHanbHbIN
MHCTUTYT FNYXOTbl N APYrmnx
KOMMYHUKALUMOHHbIX
PacCcTpoOuCTB)
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Emy interventions

and treatments
are screened (hearing aids, social ddlls.
for hearing loss cochlear implants, job opportunities,
before they leave sign language, less need for costly
the hospital. cued speech). state-run programs.

O,

98%

#ii

OCD »HODOO

3.8 million newborns
are screened annually.

President Obama signs the Early Hearing Detection
and Intervention Act of 2010, expanding funding to
include diagnostic services.

President Clinton signs the Newbomn and Infant
Hearing Screening and Intervention Act, authorizing
support for statewide screening programs.

The NIH convenes an expert panel, which recommends
standard newborn hearing screening methods for
state programs.

At an NIH consensus conference, experts endorse
universal newborn hearing screening.

About 1 in 10 newborns are
screened for hearing loss.

Only newborns at high risk are screened, which
misses 50% of children who are eventually diagnosed
with severe hearing impairments.

Only 8% of babies with congenital hearing loss
are diagnosed by their first birthday.

47% of children with congenital hearing loss are
not diagnosed until their third birthday or later.

MedlinePlus
Magazine Fall 2013

www.medlineplus.gov



CKPUHUHI C/1yXa HOBOPOXKAEHHbIX HOBOIrO NOKOJIEHUA:
napagurma pacllmMpeHHOro reHeTUYecKoro CKPMHUHra

* ToyHOe 3HaHMe AnarHosa — OCHOBA TOYHOM
MeaULUUHbI.

* HacneactBeHHble HapyLEeHMA CAyXa
XapaKTepmu3yoTca Ype3BblHaNHOMN
reHeTU4YeCKOM reTeporeHHOCTbIO U
NpeaocTaBAAOT BO3MOXHOCTb
MOOeNNPOBaHNA COYETAaHHbIX FTEHETUYECKUX

HAapPYLLIEHUN B KOHTEKCTE COTEH eAUHUYHDbIX
reHHbIX AePeKTOB.



ToyHaAa ANAarHOCTUKa BAUAET Ha
BMeLlaTenbCTBO

GJB2 — 30 PEeKTUBHOCTb KOXNE€apPHOU MMNIAHTaLUM
PJVK — 6onblue Bpeaa, Yem Nosb3bl, OT 3BYKOYCUNEHUA
[Mpoume BapmaHTbl ONTUMMU3ALMM abnnuTaumm?
CUHAPOMHbIE PacCTPOUCTBA, NPU POXKAEHUN
HEeOTIMYMMble OT HECUHAPOMHbIX PACCTPOUCTB:

— Alport

— bpaHxuo-omo-peHasnbHbIU CUHOPOM

— Jervell u Lange-Nielson

— Pendred

— Usher



Korga byaet npoBoANTLCA CKPUHUHT?

Mpwu poxxaeHnu

(~*4 mnH. HOBOPOXKAEHHDIX)

Mpu HeypauHOM
ayaMomeTpuun

Mpu noaTBep>XaeHHOM
HapyLeHnn cnyxa

ObcnepytoTtca Bce
HOBOpPOXAeHHble. CHUXKeHue
pabouen Harpysku.
Mcnonb3oBaHMe nATeH
KpOBMW.

BbisBneHue aeten c
NOBbILWEHHbIM PUCKOM.

feHoTMN-PeHOTUN? JIOXKHO-
NONOXUTE/IbHbIE
pe3ynbTaThl.

BoiABNEHME MHOIMNX
HOCUTEenen.

Hu3Kkaa 3aMHTEpPECOBAaHHOCTb
pogutenen.

(2-8 peTtet n3 1000)

Obcneayetcs MeHblue AeTen.

CHUKeHune pabouel
Harpyskun. Mcnonb3oBaHue
NATEH KpoBMn?

[eHOTUN-PeHoTUN?
J10XKHO-NONOXKUTE/IbHbIE
pe3ynbraTbl?

BblABneHne MHOrnx
HOCUTENEN.

Hun3KkaA 3aMHTEepPeCcoBaHHOCTb
pogutenen?

YnycKaeTca 4acTb AeTen ¢
NOBbILUEHHOM PUCKOM.
HoBasa npoba.

Obcnepyetca meHblle AeTen.
CHUXKeHMe paboyeit
HarpysKwu.

Cneuundunyeckoe
obcneposaHue. Bbicokas
3aUHTEPECOBAHHOCTb
pogutenen.

leHOoTMN-dpeHOTUN?

YnycKaeTcs YacTb AeTen ¢
NOBbILEHHOM PUCKOM.
HoBas npob6a?

3ano3aanoe BMeLaTenbCTBo.



TyroyxocTtb, Bbi3BaHHasA
umtTomeranosmpycom (LLMB)

B CLLIA exerogHo porkaatotca 4’000°000
KMBbIX AeTen

o

YKEHLLUMH ecTb NnepBuYHbIN LIMB

Y 2% (80’000) 6epemeHHbIxX

Y 98% H6epemMeHHbIX *KeHLNH
OTCYTCTBYET NepBuYHbIN LLMB

B 60% cnyyaes LLMB He B 40% (32’000) cny4yaes
nepepaetca naoay LLMB nepepaetca nnoay
==

B 10% (3200) cnyyaeB ecTb

B 90% (28’800) cnyyaeB HeT

B 59,3% cnyyaes
C/IyX HOPMa/IbHbIN

CMMNTOMATUKa Npw CUMNTOMATUKM NPU POXKAEHNUM
POXAEHNN
= o
= \H: B gi=: __;-""- -
// B 40,7% (1302) =N /B 7,4% (2131) cnvqae\ B 92,6% cryuacs
[ cnyyaes oTmevaetcA | oTmevaeTca ’ .,
\\ TYroyxocTb //' ‘\ TYroyxocTb /’ C/TyX HOpMaibHbIN

i

-
— ———\X o
-

—— [10 2/3 3Tnx geTten NPonayT CKPUHUHT

" Y3433 (0,0086%) HOBOPOXKAEHHbIX OTMEYaeTca ™, HOBOPOXAEHHbIX C OTPULATENBbHbIM
'\_\5 TYroyxocCTb, BbI3BaHHaA BpOXXAeHHbIM LIMB vy pe3y/N1bTaTOM; TYroyXoCTb pa30oBbeTcA
e nosxe

S




CEKBEHMpOBaHMe mnageHues ANA AOCTUXKEHUNA ONTUMAJIbHbBIX Pe3y/1bTaTOB



SEQaBOO
(BWH,/BCH/MEEI)

Total Enrolied 214 (85/32/97)

Confirmed HL 74 [19/33/22)
Unconfirmed HL 141 [66/0/75)

Genetic Arm 33 [65/28/0)
Survey Arm 122 (20/5/57)

& BCH
Infants seen at 1 mfo
148 (0/148/0)

i BWH
Fail Newborn Hearing Screen
Oifered Genetic Testing

— . 91[31f0/0)
L B3% l:tﬁi
Accept Accept
Genetic Testing + Survey Survey Only
75 (75/0/0) 10 {10/0/0)
13% i

Ineligible for genetic testing |
Accept Survey Only |'

10 {10/0/0)
¥
BWH+s BWH-s
Genetic Arm Survey Arm
65 (65/0/0) 20 (20/0/0)

|

B I

%
Confirmed HL Unconfirmed HL
Oiffered Testing Not Enrolled
34 [0/34/0] . liajo/114/0) .
l—“‘*ﬁ ln']-ﬁ l &%
EEH S B.Elﬁ Decline
_aslopzsjo) | | sl0/5/0)
S I R
v ¥
Confirmed HL Confirmed HL
Genetic Arm Survey Arm
43 {15/28/0) 9 (a/5/0)

I I

1 m/o Hearing Test @ BCH/MEEI
| 1

o

Decline |

6 16/0/0) | @ MEE!

Infants seen at 1 mfo
Offered survey only

117 [0/0/117)

| B31% |17-'!-i
Decline I
20 {ofof20]

MEELs
{current 5OC})
Survey Arm
97 (DfoS97)

|

Iz l7 I

v |= iz

Confirmed Unconfirmed Confirmed Unconfirmed Confirmed Unconfirmed |
HL HL HL HL HL HL
15 (15/0f0) | 50({50/0/0] 4(afajo) 16 (16/0/0) 22 [ofo/22) | 75 (0/0f75) |
s 4 - ]
E ) e | : ' : :
I : | : :
: | : : ) :
: : : I : :
| | i : '
[ : 1 : :
i i 1 I i
i 1 I 1 i i
A B L e e R P ot e AT I : |
_____ ) g e i it o e it e oL :
¥ . v ¥ v
Confirmed HL Unconfirmed HL Unconfirmed HL Unconfirmed HL
Survey Arm [50C) Genetic Arm Survey Arm Survey Arm (50C)
22 (ojof22) 50 (50/0/0) 16 [18/0/0} 75 [0f0/75)



CpaBHeHMe TPaANLMOHHOTO CKPUHUHIA U
CKPUHWHIa HOBOIO NMOKONEeHUA

CKPUHMHr chyxa TpaAULMUOHHDbIN HoBoro nokoneHuA

MeToaukKa

Tnn

CumnTomaTHyecKkum
MporHocTnyeckum

To4yHanA oueHKa pUCKa peumnamnsa
2Tnonorua

To4yHOCTb BMeLLaTenbCTBa
CronmocTtb

ANnNTenbHOCTb OXXMOaHUA
pe3ynbTaTos

"'IYBCTBMTe]'I bHOCTb

CneundunyHoCTb

OA3 1 KCBI1

deHoTUNNYECKUN

[a

Het

Het

Het

Het

$10-50 Ha pebeHKa, cTabunbHas
HemenoneHHo

HeB03MOXKHO 06HAPYKUTb
OTCPOYEHHOE Hayano

MNpexogAawan TyroyxocTtb —
NPUYMHA NOXKHO-MONOKUTENbHbIX
pe3ynbTaToB

OA3TMU n KCBI1 + nonHoe
CeKBEeHMpOBaHWE reHoMa

PeHOTUNNYECKUN + TEHETUYECKUI
He TpebyeTca

Bo3morkHO

[a

[a

MoxkeT cnocobcTBoOBaTh

<$10’000 Ha pebeHKa, CHMXKaeTcs
Heckonbko aHen

OKnpaetca nosbllleHne, B
npolecce BaAnaaLmnm

OXKunpaetca nosblileHne, B
npouecce Baangauum



TeKylwme npoeKTbl MOJTHOTO
CeKBeHMpPOBaHMA reHOMa

* [IpoeKTbl MOUCKa HOBbIX FEHOB, BOBJIEYEHHbIX
B pa3BUTUE TYrOYXOCTU
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MocneaHmne HoBocTU (ceHTABpb 2016 r.) oT Michael Watson,
ncnonHutenbHoro anpektopa ACMG (amepuKaHCKNI Konneax
MEJNLIMHCKON rEHETUKU U TEHOMMUKMN)

“Hac nssectnnu o nonyyeHmnn duHaHcuposaHua ($100°000) s
NONO/IHEHUE K HalleMmy COrnalleHUo 0 COTPYAHUYECTBE C
YnpaBaeHnem no pecypcam m ycayram B 3apaBooxpaHeHuun (HRSA).
NepBoouepeaHan 3aga4a — YCTAHOBUTb 3TUOJIOTUIO TYTOYXOCTH,
ANarHoCTMPOBAHHOM A0 5-neTHero Bo3pacra, HO NPONYLWEHHON Npu
CKPUHUHrE C/1IyXa HOBOPOXAEHHbIX. 3aTEM Ham NpeacTouT
onpeaennTb, Kak Nyyllie BCero BbIABUTb TaKUX AeTen. A BUXKY ABa
OCHOBHbIX BapuaHTa: (1) ayanomeTpu4ecknin CKPUHUHI AeTEN nepes,
NOCTYMN/IEHNEM B LLKOAY ANA BbIABNEHUS AETEN C HapYyLUEHMEM CNYXa;
(2) nob6aBUTb MONIEKYNAPHDBIN TECT K TENepeLHeMy CKPUHUHTY CayXa
HOBOPOXAEHHbIX. [TochegHWI BapmnaHT TpebyeT, 4ToObl Mbl
YCTAaHOBW/IU, KaKME TeHbl YeTKO M onpeaeneHHO CBA3aHbl C
TYrOyXxocCTbtO, @ 3aTEM OLLEHWUN A0/1H0 BOB/IEYEHHOCTU 3TUX FTEHOB B
NaTOreHHble NN BEPOSATHO NAaTOreHHble BapmnaHTbl.”
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