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DOvblindhet

Claes Mdller
Professor/Overlakare

Till 6rat genom |uften med ljudets vagor,
fortplantas livets alla stora fragor.
Men livets alla goda svar..
jag undrar vilken vag dom tar ?

T Danielsson
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Despair

| went to the doctor and he told me that | would go
deaf and blind. He does not know why, not when, but
It might be in the near future. Then the doctor abruptly
left the room.

No, not my hearing, not my vision!!!!

It is not fair! How could God do this to me?

Why wasn't | told until | was grown up?

Somebody help me !l
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Hur manga i Sverige

Personer med dovblindhet < 65 ar
Personer med dovblindhet > 65 ar

Medfodd total dovblindhet 5/ar
Usher syndrom

2000
15000

300
700



Lite siffror...

Humana genomet: 46 kromosomer, 3x10°? bp
Antal gener: ~21 000 st

Kromosom: ~50-250x106 bp
Antal gener/kromosom: ~580-4200 st

Chromosome

Nucleus

Gen: ~10 000 bp (~ 9 exons)
mRNA: ~1000 baser
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Do | have a
patient with a
problem ??
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Does this
child have a
syndrome? |
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Children with hearing loss

* 50 % of children (7years) with
HL have visual impairment

* (normal hearing- 20%)

 Mandatory visual examinations
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Manga syndrom finns det
* Eye
. Usher, Alstrom, CHARGE
— Refsum, Waardenburg,
Kidney
— Alport, Branchio-oto-renal
Heart
— Jervell-Lange-Nielsen
Brain
— Auditory neuropathy, mitochondrial ...
Multiple organs
— Treacher-Collins, Norrie

_ CHERGEAlstram
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Lat mig ta
Usher syndrom
som exempel
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B Usher | BUsher Il OUsher

0-9 10-19 20-29 30-39  40-49
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Mean diagnosis age depending on when you were

1910°s
1920°s
1930°s
1940°'s
1950°s
1960°s
1970°s
1980°s
1990°s
2000°s

born

Usher type |
?

27y
28y
24y

Usher type I
42y
40y
35y
29y
23y
23y
19y
14y
14y
10y
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Kliniska Typer

e Typ 1
— Medfodd dovhet
— Ogonsjukdomen Retinitis pigmentosa.
— Balansproblem.

 Typ 2
— Mattlig till svar stabil horselnedséttning
— Ogonsjukdomen Retinitis pigmentosa.
— Inga balansproblem

« Typ 3
— HOrselnedsattning som oOkar
— Ogonsjukdomen Retinitis pigmentosa.
— Balansproblem okar
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40-49y

4-Qy
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~e— Usher type I1l1 (USH3)
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- A - Usher type |
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Retinitis pigmentosa

* Blandningskanslighet
* Morkerseende

« Synfalt

» Kikarseende

« Kontrastseende

« Senare centralt seende
* Progressiv
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Teenage
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20- 40
years
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Most adults will have residual vision
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In order to diagnose RP early you need

electroretinography (ERG)
In small children under general anesthesia ( sleep)
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ur vanlig ar Usher Syndrom?

* 10% av alla barndomsdova har typ |
» Usher typ Il vanligare an typ |

» Gerografiska variationer

« >10 per 100,000

* | Sverige c:a 700 st

>250.000 | hela varliden
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70

60

50

40

Fysisk och psykisk ohalsa

M Ref Man

B Man USH2
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Psychological health Usher 2

L/

100

90

- Working group Disability pension group

70

60

50

40

30

20

10

Poor mental Anxiety Depression* Suicide Suicide  Lost faithinmy  Feeling Feeling Concentration
health* thougts* attempts* self worthless* unhappy* problems*
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60

50
B Refwork ®mRef Nowork m®mUsherwork ®mUsher No Work

40

Suicide thoughts Suicide attempts General health Psychological health Physical health Workrelated ADL
problems problems problems problems

B
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Social tillit och arbete Usher 1

L’

100

90

80

70

m Ref work

m Ref no work

® Usher work

® Usher No work

Not receiving help  Refraining from going No general trust in Having No one to Offended
when needed out alone most people share innermost
thoughts with
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Preliminara resultat

Personer som arbetar rapporterar battre fysisk halsa och har
béttre ADL-férmaga.
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Personer med Usher som inte arbetar rapporterar oftare
psykiska besvar och fler har gjort sjalvmordsférsok.

Alla med Usher oavsett om de har arbete eller e}, ar radda for
att ga ut pa egen hand.

Personer med Usher som saknar arbete har svarare att fa
hjalp, har oftare inte nagon att dela sina kanslor med och har
svart att lita pa andra manniskor.
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' Rehabilitering vid Usher Il

Horselnedsattningen upptacks tidigt

Synproblemen kommer sakta

“Jag vet inte hur andra ser”

Svarigheter i skolan skylls pa horselnedsattningen
Kontrast, ljuskanslighet, morkerseende
“Fornekande”

Karriar, barn familj, ” det ingar inte i min plan”
ACCEPTERANDE, krisbearbetning - ljuset i tunneln”
Teamstod
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Alstrom syndrom
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ALSTROM
SYNDROM
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Anna 12 ar

* DOv - blind

« Paborjat punktskrift - sent och svart
* Diabetes, njur- och leversjukdom

« Kortvaxt, fetma, infektioner
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Horsel
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Kardiomyopati

kortandad
odem

trotthet
Svarigheter att
motionera

L
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Alstrom (2018)

« | varlden > 200

* | Sverige 20 kanda (4 doda)
 Alder: 3-45ar

 De flesta blinda vid 14ar

« Autosomal recessiv

« Genen : ALMS1

 Kromosom 2p13
 Ciliar gen

\mﬁ__
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En person
med Alstrom behover

Koordinator
Allmanlakare
Synpedagog
Horsellakare (audiolog)
Audionom
Endokrinolog
Psykiater/psykolog
Kardiolog

\mﬁ__
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CHARGE

* Coloboma

 Heart

» Atresia of the choanes
* Retardation

+ Genital

 Ear abnormalities

\_ﬁ :
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andningsvagar
matstrupe

hjartmissbildningar
matstrupe-luftstrupe-
Hjartinkompensation



https://www.google.se/url?sa=i&rct=j&q=&esrc=s&frm=1&source=images&cd=&cad=rja&uact=8&ved=0CAcQjRxqFQoTCJO4hsv6qsgCFUhYLAodF18KEw&url=https://sv.wiktionary.org/wiki/hj%C3%A4rta&psig=AFQjCNEktAUN_7HR32MMwn8XCA_7hR-ebg&ust=1444121651742839
http://www.google.se/url?sa=i&rct=j&q=&esrc=s&frm=1&source=images&cd=&cad=rja&uact=8&ved=0CAcQjRxqFQoTCNqV2eT6qsgCFYWKLAodmuEEHw&url=http://www.1177.se/Tema/Kroppen/Matsmaltning-och-urinvagar/Matsmaltningsorganen/&psig=AFQjCNF2Yh3NI6X_v7ld3KS9PkXRdY2faw&ust=1444121714037381

'%“ Region Qrebro lan

e-'gelrsitetssju khuset Orebro

bakre nasGppningar
gomspalt mm



http://www.google.se/url?sa=i&rct=j&q=&esrc=s&frm=1&source=images&cd=&cad=rja&uact=8&ved=0CAcQjRxqFQoTCPC20ML8qsgCFQmWLAod7PgBHw&url=http://www.slideshare.net/fahadzaq1/3-choanal-atresia&psig=AFQjCNFUrxOykFe0jzIgeYm2e3n4W_1WUg&ust=1444122189049453

,_’?\ Region Orebro l&n

<" Universitetssjukhuset Orebro

Retardation
Tillvaxt-mentalt

» Bidragande faktorer

« Horsel-synnedsattning
« Balansproblem

* Hjarnmissbildningar

* Andning

. Atsvarigheter

e Svart sjuka barn
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Retardation
bidragande faktorer

Horsel-synnedsattning
Balansproblem

Hjarnmissbildningar

Svarigheter med exekutiva funktioner
Andning

Atsvarigheter

Svart sjuka barn

L.anga sjukhusvistelser

- ‘ .
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Genitalia

* Underutveckling

* Missbildning

« Underproduktion konshormoner
* Kortvaxt
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Ear-horsel

* Missbildningar

* Ytte- mellan-innerorat

* HOrselnerven

» Centrala horselbanor

« Balansorgan missbildade

« Stora variationer

 Latt horselnedsattning-dovhet
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Forskning

_



Riboflavin transporter deficiency
syndrome

RFVT1,2,3

Brown-Vialetto Laere syndrome
BVVLS
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RFVT2

Horselnedsattning
Synnedsattning

Ataxi

Polyneuropati
Muskelatrofi
Kranialnervsdysfunktion
Svarigheter att ga
Andningsmuskulatur
Stor variation

‘:.—— |




&’ Region Orebro lan
N )

o Universitetssjykhuset Orebro
Horsel
Borjar | barnaaren

Progressiv

Auditiv neuropati
Svarigheter att forsta ord
Cl kan hjalpa bR DA

0 0
10 10
> 20 20
? 3 30
40 40
50 o 50
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Opticusatrofi
synnerven

centralt seende
fargseende

borjar tidigt (barn)
snabb progress
stor variation




,'?\ Region Orebro lan B
- Universitetssjukhuset Orebro

Hjarnan-Nervsystemet

Ataxi-ostadighet
Forsamrad kansel
Svaghet | muskler
Ovre delen av kroppen vanligare
Andni ng ZN
Magnetkamera normal

Kognitiors-uormal
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Genetlk

Autosomal recessiv
Kromsom 8¢

Gen = SLC52A2
transporterar vitamin B2 Riboflavin in i celler
Deltar i cellernas energiproduktion

kolhydrat-, fett- och proteinforbranningen

en av kroppens viktigaste antioxidantel 0
Speciellt viktig for nervceller

HO

\ Riboflavin



Behan Rdling

Ge mycket stora doser vit B2

Hitta ny transportvag in | nervceller
/0 pat rapporterade

Lovande resultat

Kan minska progress

Kanske forhindra for tidig dod

Mer studier behovs
Tidig diagnos helt avgorande
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L/

Tradlos interaktion

2018-09-10 Sid 57 Linképings uni
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Genterapl Usher

* Djurexperimentell mus, zebrafisk- retina
 Humana forsok retina Usher typl b

ENCAPSULATED CELL TECHNOLOGY

Tip links

Side links

(

Ankle links
-/
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Livskvalitet, psykiatri

Social sakerhet Genetik
\ . - o
IKT Klinisk sprak
- forskning
Kognition
Syn kommunikation 9
Horsel
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