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broskahomlun....

Nafngift / ordnotkun
Heilbrigdisastand/sjukdémur, fotlun, félagslegt fyrirbaeri, ahaettupattur
Hvad er greind, hvada paettir i heilastarfsemi tilheyra greind
Hvernig er best ad maela pa peetti
Hvada peettir tilheyra adlogunarhafni og hvernig er samspil vid umhverfi
Er porf a stigun og hvernig er best ad flokka?
Hver eru mork proskahomlunar og edlilegs mannlegs breytileika
* “between IDD - Borderline Intellectual Functioning (BIF) — normality”?

Pessar spurningar og svor hafa verid til umfjollunar i aratugi
Eru enn til umfjollunar i dag

Heimild:
Salvador-Carullaa og fél. 2018.

The road to 11th edition of the International Classification of Diseases: trajectories of scientific consensus and contested science in the classification of
intellectual disability/intellectual developmental disorders.
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Fyrstu merki um proskahomlun

* Einkenni proast a mismunandi vegu og
birting peirra @ mismunandi aldri

* Visbendingar eru um ad pvi yngra sem
barnid er pegar einkenni koma fram pvi

alvarlegra er astandio

* bo er erfitt ad segja til um framtidarhorfur hja mjog
ungum bornum og ef orsakagreining er ekki ljos
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Daami um einkenni

* Pbroskaafangar haegari, barnid laerir haegar nyja feerni,

* Hreyfifaerni gjarnan seinni, velta sér, setjast upp, skrida, gang
* Einkenni a svidi videigandi samskipta og leikfzaerni (social rules)
* Maltaka seinni, 6skyrari i tali
* Einkenni og askoranir tengt pvi ad festa i minni
* Dvelja lengur vié ad skynja afleidingar eigin adgerda/athafna
 Nasidur ad ad leysa verkefni, og sja hluti i samhengi (logical thinking)
* burfa oftast leidségn og adstod vid finhreyfingar og sjalfshjalp
e Stjorn a klésettferdum, haegari ad losa sig vid bleiu og stundum naest pad ekki
* Seinni ad leera stafi, lesa og namserfidleikar gjarnan vidtaekir

Heimild: cdc

https://www.cdc.gov/ncbddd/childdevelopment/facts-about-intellectual-disability.html
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Af 210 b6rnum og ungmennum i pjonustu hja svidi
langtimaeftirfylgdar er 178 m/pH

B Med broskahomlun

M Ekki med proskahomlun

Almennt eru visbendingar um ad algengi proskahémlunar & islandi séu
stodugar i tima. Vid konnun arid 2011 a bornum faedd 1990-2002 hoféu
um 1,5% peirra greinst med proskahomlun. 85% af peim med veega PH.



Born sem eru med proskahomlun i pjénustu hja langtimaeftirfylgd

Dreifing eftir stigun proskahomlunar
(alls 178 born)

midlungs alvarleg otilgr.

Ut fra skodun & gdégnum okkar, pa virdast algengistdlur PH fyrir island sé um 1,5% fyrir
born & grunnskolaaldri og ad um 85% peira séu med stig veegrar PH.
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Monitoring the prevalence of severe intellectual disability in
children across Europe: feasibility of a common database

MARIT VAN BAKEL" | INGOLFUR EINARSSON? | CATHERINE ARNAUD® | SARAH CRAIG* |
SUSAN | MICHELSEN® | SANTA PILDAVA® | PETER ULDALL’ | CHRISTINE CANS®

Table M: Prevalence estimates |per 1000 inhabitents of te same agel of
sewere intellectusl disability in children sged 6 to 8 years” in five
Europesn databases

RESULTS
Methods of case recruitment and diagnosis differed across databases,
but classification of intellectual disability and completeness were

Framce Franos similar.
Gamaration [RHE 31} |HHEEIF'|< lealand > Irslamd  Lsvia
990 13 29 4.4 4.0 1.6 i H ir“ H i ihi ”
e 3 29 e e e Vidmid fyrir “Severe intellectual disability” i
1592 28 14 59 40 16 bessu verkefni var 1Q<50.
a3 29 4.3 4 4.5 4.6
994 27 27 64 4.0 4.1
1H4a5 132 19 4.1 4.5 13
a6 19 4.3 19 5.0 4.8
\a7 24 4.0 17 5.2 1.8
a8 28 29 [ B.2 B.2
Ha9 10 16 17 5.9 1.7
Pl ] 31 332 51 5.B 1.5
A1 29 232 4.9 5.9 5.5
26 24 £4 [} 45
Nsan 19902002 30 33 51 5.0 1.9
96% 2833 3.0-36 i5-58 4851 31641

*Except for leeland where children weane a
registration. AHEI1, south-west Franoe;

B to 18 years at
EQOP. south-east Franos.

“Iceland 5.1 out of 1000” = algengi upp a 0,5% fyrir midlungs, alvarlega og djupa PH
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a
Kodatré -
LY U g v B I Y DY ] S i
3EV (F00-F99) V. kafli - Ged- og atferlisraskanir .
i () (FOO-F09) Vefreenar, par med taldar meinvaktar, gedraskanir
# —] (F10-F19) Ged- og atferlisraskanir af véldum notkunar gedvirkra efna
() (F20-F29) Gedklofi, gedklofagerdar- og hugvilluraskanir
# ] (F30-F39) Lyndisraskanir
[+ () (F40-F48) Hugraskanir, streitutengdar raskanir og likémnunarraskanir
i+ (] (F50-F59) Atferlisheilkenni tengd lifedlisfreedilegum truflunum og likamlegum pattum
[+ ] (FB0-F69) Raskanir a persénuleika og atferli fullordinna
=] *E] (F70-F79) Proskahefting [vitsmunavanproski]
4] F70 Veaeg proskahefting
4] F71 Midlungs proskahefting
4 ) F72 Alvarleg proskahefting
41— F73 Svaesin proskahefting
4 F78 Onnur proskahefting
HiJF79 Otilgreind proskahefting
+ (1 (F80-F89) Raskanir & sélarbroska = M

Sja vefsl6d: www.skafl.is




https://icd.who.int/browse10/2019/en

broskahomlun i ICD-11 — kafli 6

Mental, behavioural or neurodevelopmental disorders

(-var adur undir kaflaheiti “Mental and behavioural disorders”)

“Ged-, atferlis- eda taugaproska-raskanir”

 -med hamlandi einkennum & svidi vitsmunafeaerni (cognition),
tilfinningastjornun (emotional regulation), eda hegdunar (behaviour),
og endurspeglar salfreedilega (psychological), liffreedilega (biological),
eda proskalega (developmental) truflun

e -raskanir sem valda vanlidan (distress) eda faernivanda (impairment)
fyrir einstaklinginn (personal) i ymsum mikilvaegum svidum og
adstaedum hans, m.a, innan fjolskyldu (family), i félagslegu tilliti
(social), ndmslega (educational), i0ju (occupational) eda annarra (areas
of functioning).

e O



Heiti + skilgreining i ICD-11

 ,Disorders of intellectual development”

Sjukdomar a svidi proskahamlana samanstanda af astandi med
fijolbreyttar orsakir og einkennum sem birtast a proskaskeioi
einstaklinga, med verulega minnkada vitsmunafaerni og
adlogunarfeerni, sem eru u.p.b. tvo eda fleiri stadalfravik undir
medaltali (u.p.b. minna en 2,3. hundradsrod), byggt a videigandi
viomidudum, og einstaklingsfyrirlogn stadladra profa.

bar sem videigandi stodlud og stadfaerd meelitaeki eru ekki fyrir
hendi, parf greining a truflunum a vitsmunalegum proska ad vera
meira hdaod Kkliniskri domgreind byggda a videigandi mati 3
sambaerilegum atferlispattum.

e O




« Greindarprofin vega pungt i faglegu mati pegar grunur er um poskahomlun

I Score Distribution

34% 34%

%o
Population

14% 14%

01% 2% _ 95 % 2% 01%
| | ﬂ — | ——

55 70 85 100 115 130 145
|G Score

« Teaekin eiga samkvaemt tilmaelum um greiningu, ad vera areidanleg, stodlud
og stadfeerd, til ad gefa réttmaeta mynd af stodu barnsins

« Slikt mat leggur grunninni ad pvi ad maela med og veita videigandi medferd
og studning



Oasaettanleg stada greiningartakja

* bvi midur er stadan pannig a Islandi i dag
a0 taekin sem er notud standast alls ekki
bar krofur sem pykja faglega vio heefi i dag

* Greindarprofin og matstaeki sem meta
adlogunarfaerni eru [6ngu ordin urellt

 Starfshépur sem settur af stad fyrir 21/2
skiladi tillogum til urbota sumarid 2019

EKKI HEFUR BORIP A VIPBROGHUM
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ICD-11 og proskahomlun

Veaeg (mild) 2-3SD
Midlungs (moderate) 3-4SD

A|Var|EIkI 653 Stlgun ) Alvarleg (severe) >4SD
Djup (profund) >45D

Akvordun um adgreiningu & milli
alvarlegrar og djuprar skal vera gerd a
grunni nidurstodu mats a
adlogunarfeerni, en ekki a grunni 1Q,
pvi mat a adlogunarfeerni segir meira til

um studningsparfir. Auk pess eru
profteeki sem meela |Q 6areidanlegri
eftir pvi sem alvarleiki er meiri.




WHO um proskahomlun

e broskahomlun felur i sér marktaekt skerta faerni til ad skilja
ny eda flokin viofangsefni og ad leera eda tileinka sér nyja
faerni (impaired intelligence). Afleidingarnar eru minni
faerni til félagslegrar patttoku an studnings (impaired
social functioning), sem hefur ahrif 3dur en ad
fullordinsarum kemur og hefur varanleg ahrif.

e Fotlunin er ekki bara had heilbrigdisastandi barnsins og
alvarleika feerniskerdingar, heldur lika verulega had pvi
hversu vidtaekur studningur er i umhverfi pess sem studlar
ad fullri patttoku og lifi an adgreiningar i samfélaginu.
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DSM-5

Diagnostic & Statistical Manual of Mental disorders, 5. utg.
American Psychiatric Association, 2013.

e Kafli um “Neurodevelopmental disorders”

* Intellectual Disabilities

e Communication Disorders

e Autism Spectrum Disorders

» Attention-Deficit/Hyperactivity Disorder
* Specific Learning Disorder

* Motor Disorders

e Other Neurodevelopmental Disorders
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DSM-5 og pbroskahomlun

Veaeg (mild), efri mork 65-75
Midlungs (moderate)

Alvarleiki eda stigun ===

Alvarleg (severe)
Djup (profund)

Akvordun um stigun skal vera gerd &
grunni nidurstodu mats a
adlogunarfeerni, en ekki a grunni 1Q,

pvi mat a adlogunarfeerni segir meira til
um studningsparfir. Auk pess eru
profteeki sem meela |Q 6areidanlegri
eftir pvi sem alvarleiki er meiri.

Sérstok timeeli e

e O



DSM-5 og proskahomlun.

Heiti 4 ensku: Intellectual Disability
(Intellectual Developmental Disorder)

* Greiningarskilmerki (diagnostic criteria)

A. Veikleikar (deficits) i vitsmunafaerni (intellectual functioning),
t.d. rokhugsun, lausnaleit, skipulagningu, abstrakt hugsun,
démgreind, akademiskt nam, laera af reynslunni, sem stadfest er
baedi med klinisku mati og stadladri greindarprofun.

B. Veikleikar (deficit) i adlogunarfaerni (adaptive functioning), sem
orsakast af roskun/bilun (failure) i ad takast a vid personulegt
sjalfstadi (personal independence) og félagslega abyrgd (social
responsibility). Viokomandi parf ad uppfylla skilyrdi um porf a
adstod med amk einn patt af premur (conceptual, social,
practical) til ad petta skilyrdi teljist med.

C. Einkenni komi fram a proskaskeidi einstaklingsins
(developmental period)
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American Association on Intellectual and Developmental Disabilities

=aaidd

American Association
on Intellectual and
Developmental Disabilities

The 12 edition of Intellectual Disability:

Definition, Diagnosis, Classification, and Systems of Supports
is now available for purchase!

InTELLECTUAL Disapiviry

The AAIDD definition manual leads the field in understanding, diagnosing, and classifying

12 EDITION the construct of intellectual disability (D). The 12 edition integrates the findings and
developments of the last 10 years in a systematic approach to diagnosis, optional

subgroup classification, and planning of systems of supports for people with ID.

In addition, the 12" edition examines the construct of age of onset in light of the
developments of the last 10 years and presents the operational definition in a way that
will be critically important for professionals in the field. The material in the 12" edition is

presented in a user-friendly fashion and includes advance organizers for each chapter to
facilitate easy access and understanding.

-I:Iéfundar: Robert L. Schalock, Ruth Luckasson, and Marc J. Tassé
-Utgafuar: 2021




AAIDD og proskahomlun

Nota enska heitid: Intellectual Disability

e AAIDD hefur sidur meaelt med ad flokka
pbroskahdomlun i hin hefdbundnu
alvarleikastig um nokkud langt skeid

* AAIDD horfir meira hugmyndafraedi a0
meta studningparfir (support needs), og

hafa proad serstakt matstaeki i pvi skyni:
Supports Intensity Scale- Adults/Children’s versions (SIS-A/SIS-C)
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Skilgreining AAIDD a proskahomlun

* proskahomlun (Intellectual Disability)
einkennist af takmoérkunum a svioi
vitsmunafeaerni (intellectual functioning) og
a svidi adlogunarfeerni (adaptive behavior),
sem birtist med takmorkunum a svidi
huglaegrar (conceptual) og félagslegrar
faerni (social), og faerni i adlogun i
adstaedum (practical adaptive skills).
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Supports Intensity Scale (SIS-C)

 Matid lysir vel auknum studningsporfum
med vaxandi alvarleika proskahomlunar (til
samramis vio stigun PH), «upens, 2010

» SIS-C virdist ekki gott til ad meta
studningsparfir barna meod fjolfatlanir og
alvarlegri hreyfihamlanir (rjafurahrif), aguayo_202.

» A future research challenge is to design appropriate indicators to
discriminate among children with high support needs.
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Dreifing samkvaemt stigun, med og

an einhverfurofsroskunar (ASD)
Af 178 eru 108 (61% med PH + ASD)

_ _

_— —
EET 31 H _Lxa
8 10 14

VAEG MIDLUNGS ALVARLEG DIUP OTILGR.

mAn ASD = Med ASD



Focus on Autism and Other Developmental Disabilities 2017

Examining the Reliability and Validity of
the Supports Intensity Scale-Children’s
Version in Children With Autism and

Intellectual Disability

Karrie A. Shogren, PhD', Michael L. Wehmeyer, PhD',
Hyojeong Seo, PhD', James R. Thompson, PhD',
Robert L. Schalock, PhD?, Carolyn Hughes, PhD?,
Todd D. Little, PhD* and Susan B. Palmer, PhD'

SIS-C er jafn areidanlegt og réttmeaett til ad meta studningsparfir hja bornum
med proskahomlun og einhverfu (ID-ASD) OG peirra sem eru med “bara” med
pbroskahomlun (ID-ONLY)

Studningsparfir voru, eins og vid var ad buast, almennt meiri hja bornum med
ID-ASD midad vid ID-ONLY.
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Discontinuity in the genetic and environmental causes of the
intellectual disability spectrum

Hoéfundar: Abraham Reichenberga,b,1, Martin Cederl6fc, Andrew McMilland, Maciej Trzaskowskid, Ori Kaprae, Eyal Fruchterf, Karen Ginatf, Michael
Davidsone, Mark Weisere,f, Henrik Larssonc, Robert Plomind, and Paul Lichtensteinc

aDepartment of Psychiatry, Icahn School of Medicine at Mount Sinai, New York, NY

bDepartment of Preventive Medicine, Icahn School of Medicine at Mount Sinai, New York, NY

cDepartment of Medical Epidemiology and Biostatistics, Karolinska Institutet, SE-171 77 Stockholm, Sweden

dMedical Research Council Social, Institute of Psychiatry, Psychology & Neuroscience, King’s College, London, United Kingdom

eDepartment of Psychiatry, Sheba Medical Center, Tel-Hashomer, Israel; & fDepartment of Mental Health, Israel Medical Corps, Tel-Hashomer, Israel

e Synt hefur verid fram a ad vitsmunafeaerni er undir
miklum ahrifum erfda

“Both cognitive ability and disability are among the most heritable behavioral traits”

e Gengid illa ad finna genabreytileika i pvi samhengi

 EN miklar framfarir hafa ordid sidustu ar i ad finna
nyjar (de novo) stokkbreytingar i erfdamengi hja
storum hluta peirra sem eru med alv./djupa pH
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Systkini einstaklinga sem hafa greinst med vaega PH eru med marktakt
laegra IQ borid saman vid almennt pydi.

025 ¢ Liklega steersta/fjolmennasta pydi sem
skodad hefur verid i pessu samhengi. Allir
um 3 milljénir 18 ara drengja sem hofou
gengid i seenska herinn 1968-2010 hoféu
verid profadir

(A) Seenskir. Dreifing karlbraedra, par sem
annar er med vaega PH “IQ stanine”
) [ptarinuiacale} skor 1 (mean = 3.31, SD =1.80, n =
035 12,431 male pairs)

(B) Isreal. Dreifing karlbrazdra, pbar sem
annar er med vaega PH, 1Q stanine skor

| | 1 (mean = 3.36, SD = 2.46, n = 6,800

o0 l : male pairs)

1Q (stanine scale)

Mild ID is familial.
(1Q stanine scale score of 1, equals lowest 3%IQ scores.)
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Samanburdur tviburasystkina stydur ennfrekar vid erfdafraedileg tengsl vid 1Q dreifingu pegar annar
tviburinn er med vaega PH. Hér sést ad ef tviburaparid er eineggja pa er mjég marktaekur munur, og
sterkari tengsl vid 1Q dreifingu, midad vid tvieggja tvibura.

0.70
MZ co-twins
f cases with
060 [ °
Mild ID
(MZ=Eineggja, n = 79 pér)
0.50 r
g 0.40 r
lE - X
o DZ co-twins
=B
o 030 F uf'case?
o with Mild ID
DZ=vieggja, n = 123 por)
0.20 (Population, n = 382,122 non-twin pairs).
0.10 [ Population

0.00
3 ¢ 2 3 4 3 6 7 8

IQ (stanine scale)



Alvarleg/djup PH (1Q<35) virdist ekki hafa erfdatengsl (liggja i fjolskyldu eins og
synt er fram a hér. Systkini einstaklinga sem greinst hafa med alvarlega eda

djupa proskahomlun hafa mjog sambeerilega 1Q drefingu og allt pydid.
A

025
(A) Saensku héparnir:
distribution of 1Q scores for individuals who have a
B sibling diagnosed as having severe ID
ey (mean =5.17, SD = 2.06, n = 400 pairs)
and the entire sibling population distribution
(mean = 5.10, SD = 1.95, n = 381,122 pairs).

Proportion

(B) Sysktinahdparnir fra Isreal:

distribution of 1Q scores for individuals who have a
N sibling diagnosed as having severe ID
s (mean = 4.90, SD = 2.02, n = 297 pairs)

and the entire sibling population distribution
(mean =5.49, SD = 1.94, n = 239,117 pairs).

0.20 r

0.15 r

Proportion

0.10

0.05

0.00

1Q, (stanine scale)
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Orsok oftar pekkt pegar alvarleiki eykst.
Alls 178 born med PH hja langtimaeftirfylgd
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Midlungs Alvarleg Djup Otilgreind

m bekkt orsok; N=139  m Opekkt; N=39



Orsakagreining pekkt hja um 80% af hdpnum

Alls 178 barn med PH hja langtimaeftirfylgd
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Sjaldgeef tilvik
13q urfelling & 11q urfelling (Jacobsen heilkenni, partial Patau heilkenni)

09q 34 duplication heilkenni

13g22-31 urfelling

14912 urfelling

15qg tvofoldun

16p11.2 urfelling + 1921.922 urfelling

16p13.3 urfelling

16912.2913 urfelling

22q11 tvofoldun

Alternating hemiplegia of childhood, AHC-gen.

<_Bbrjeson-Forssman-Lehman heilkenni. PHF6 gen. >

CACNA1D gen. ,Primary aldosteronism, seizures, and neurologic abnormalities”

< _CACNAIE gen. EIEE-69_>

Congen. toxoplasma
Cornelia De lange heilkenni
CPSF3 gen, cleavage and polyadenylation specific factor 3
Cri-du-chat heilkenni. 5p-
Dandy Walker malformation
DYNC1H1 stokkbr.
FOXG1 heilkenni
Glut-1 Deficiency heilkenni
Glut-1 Deficiency heilkenni
GRIN2B related - heilkenni.
HECW2gen >
Heilakvilli af véldum Infldensuveiru
Heilaskadi e. 6pekktan viral encephalitis
Hereditary Fructose Intolerance, ALDOB-gen.
HNRNPU gen. EIEE-54
Jacobsen sx
Jansen De Vries heilkenni. PPM1D stokkbr.
Kabuki-heilkenni (stokkbr. MLL2-gen)
KCNB1gen, EIEE26
KDMB6A-mut, Chr.X. Talid tengjast Kabuki syndrome, type 2.
Lissencephaly
Micro heilkenni.

SCN2A, EIEE-11
CN2A. EIEE-11

NF-1

NLGN2 gen, Neuroligin-2

OTC - efnaskiptaréskun

PACS2 gen, EIEE-66

Phelan-McDermid heilkenni. 22q13 urfelling.
Prader-Willi heilkenni-obs

Prenatal heiladfall - obs

@r. myoclonic epilepsy 1A. CSTB gen. >

Raynaud-Claes heilkenni. CLCN4 gen. X linked IDD.
Ring 18 heilkenni = urfelling a4 18p & 18q
Rubinstein-Taybi heilkenni (RTS). CREBBP-gen.
Saethre-Chotzen heilkenni

SCN2A gen. EIEE-11

SCNS8A. EIEE-13

SLC13A5. EIEE-25

SLC13A5. EIEE-25

SLC35A2. EIEE-22

Smith Lemli Opitz heilkenni. DHCR7 gen.
Smith-Magenis heilkenni, 17p-

Sotos. NSD1-gen.

Spondyloepimetaphyseal dysplasia.NANS-gen.
Stromme heilkenni. CENPF gen. Medf. Blinda

< STXBP1gen, EIEE4 >
STXBP1gen,

STXBP1gen, EIEE4
Trisomy 9p heilkenni
TUBB2B gen. Tubulinopathy
UBAS gen, EIEE-44
UBAS gen, EIEE-44
ieacker-Wolff heilkenni. ZC4H2 gen. >

Wiedemann Steiner heilkenni. MLL gen
Wolf-Hirschhorn heilkenni, 4p-

Xp22.2p22.13 duplication

Preféldun 15q11.2q13.1 (ferstaeda/tetrasomy)




Dreifing stigunar a PH hja 33 bornum i
langtimapjonustu med Downs
heilkenni. A

EE——
VEG MIBDLUNGS ALVARLEG DJUP OTILGREIND
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Fjoldi barna med Downs a skra fra 1985
Oll bérn med DH sem eru & skra GRR.
Samtals 133 einstaklingar (ad medaltali 3,7 a ari)

‘85°86'87°88'89'90'91'92°93'94'95'96'97°98'99'00'01'02'03'04'05'0607°08'09'10'11°12°13'14'15'16°'17°18'19°20
\ )

Y
Alls 55 born 0-18 dra med DH




Vidhorf liggja vida... LAGA & BATA

e Einstaklingar med proskahomlun eiga skilid breytingu a
viomoti i samfélaginu okkur

e Pporf er a ad baeta heildstaeeda og fagl. pjonustu fyrir hépinn
* Auka parf samfélagslega patttoku peirra a markvissan hatt

* Huga parf sérstaklega ad baeta heibrigdispjonustu, sem
meetir peirra porfum betur

* par @ medal gedheilbrigdispjonustuna (einstaklingar med proskahomlun
eru 3-4 sinnum liklegri ad préa med sér einkenni af gedraenum toga

e Ppad geeti m.a. stafad af pvi ad hindranir liggja i virkri
samfélagspatttoku, mismunun.
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STUDLUM AP JAKVADU VIDHORFI
MATUM FJOLBREYTILEIKANUM MED OPNUM HUG OG LAUSNUM
HUGUM AD MENNINGU OG GILDUM

TAKK FYRIR
O
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