Ehlers Danlos syndrom (EDS), bade
sallsynt och vanligt
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Klassifikation
(2017)

* 13 olika EDS subgrupper, 12 ar sallsynta

* En liten bokstav anvands for att klargora vilken subgrupp
det handlar om (hEDS, cEDS, vEDS etc.)

* hEDS inte lika sallsynt, men utan genetisk markor
* HSD ingen ”light” variant till hREDS
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Nar misstanks EDS/HSD?

* Hypermobilitet och ledinstabilitet
* Blodningsbenagenhet

* Hud/organ-skorhet

* Hud overtojbarhet

* Arftlighet

*Smarta
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Time to diaghosis

The average time to diagnosis is more than 10 years

- The complex and often diffuse picture presented to
sufferers and medical staff often leads to misdiagnosis
and a long medical odyssey for EDS patients [31]. While
pain is usually one of the first symptoms, the average
time to diagnosis of the underlying disease is more than
10 years [32].


https://link.springer.com/article/10.1007/s00482-023-00778-7#ref-CR31
https://link.springer.com/article/10.1007/s00482-023-00778-7#ref-CR32

Diaghos HSD/hEDS

Dlagnostic Criterla for Hypermobile Dusatty
4@\_11-.95 International Consortum Ehlers-Danlos Syndrome (hEDS) % ?lﬁou
On CHiers-L ATiromes This diagnestic checkdist is for doctors across Danlos

’ xfietated Drconders 4l disciplines to be able 1o diagnose EDS AP Sodety.

Patient name: DOB: Dov: Evaluator.
The clinical diagnosts of hypermobile EDS needs the simultaneous presence of all criteria, 1and 2 and 3.

CRITERION 1- Generalized Joint Hypermobility

One of the following selectad:
T =6 pre-pubertal children and adolescents i P = 4
O 25 pubertal men and woman to age 50 Beighton Score: 19 il =y ¥ ] I
O 24 menand women over the age of 50 S . - 2 Ve
B e Core s one i below age- and sex- specific cus two or more of the fallowing must also be selected o meet aiterion
O Canyou now (or could you ever) place your hands flat on the floor withaut bending your knees?
O Canyou now (or could you ever) bend your thumb to touch your forearm?
T As achild, did you amuse your friends by comorting your body into strange shapes or could you do the splits?
= As achild or teenager, did your shoulder or kneecap deslocate on mone than one occasion?
T Doyou consider yourself “double jointed™?
CRITERION 2 - Two or more of the following features (A, B, or C) must be present
Feature A ffive must bo prsant)
Unusually soft or velety skin
Mild skin hyperextensibility
Unexplained striae distensae or rubae at the back, groins, thighs, breasts andfor abdomen in adolescents, men or pee-pubertalwomen
without a history of significant gain or loss of body fat orwieight
O Bilateral piezogenic papules of the heel
O Recument or multiphe abdominal hemials)
© Atrophic scarring imvolving at least two sites and without the formation of tuly papyraceous andfor hemesidernic scars as seenin dassical EDS
O Palvic flocr, rectal andior utering prolapss in children, men o nulliparous women without a history of morbid cbesity or other known
predisposing medical condition
O Dental crowding and high or namrow palate
O Arachnodactyly, as defined in one or more of the following:
(i) positive wrist sign (Walker sign) on both sides, (if) positive thumb sign (Steinberg sign) on both sides
O Arm span-to-hesght ratio 2105
o Mitralvalve prolapse (MVP) mild or greater based on strict echecardiographic criteria
C Aortic root dilatationwith Z-score »+2

Feature A total: ne

oon

Feature
= Positive family history; one or more first-degree relatives independently meeting the curment criteria for REDS

Fearre Cimus haveat least one)
O Musculoskeletal pain in two or more Embs, recurring daily for at keast 3 months
O Chronic, widespread pain for =3months
O Recurrent joint dishocations or frank joint instabdlity, in the absence of rauma

CRITERION 3 - All of the following prerequisites MUST be met

1 Absence of unusual skin fragdity, which should prompt corsideration of other types of EDS

2 Exclusion of other heritable and acquired connectiive tissue disorders, indluding autcimmune rheumatologic conditions. In patients with an
acquired CTD (e.g. Lupus, Rheumatokd Arthritis, etc.), additional diagnosis of hEDS requires meeting both Features A and B of Criterion 2.
Feature C of Criterion 2 (chronic pain and/or instability) cannot be counted toward 2 diagnosis of hEDS in this situation.

3. Exclusion of alternative diagnoses that may also include joint hypermobility by means of hypotonia and/or connective tissue laudty.
Alternative diagnoses and diagnostic categories include, but are not limitad to, neurormuscular dsorders (8. g. Bethlern rryopathy), other
hereditary disorders of the connective tissue (e.g. other types of EDS, Loeys-Dietz syndrome, Marfan syndrome), and skeletal dysplasias
(eg. osteogenesis imperfecta). Exdusion of these considerations may be based upon history, physical examination, and/or molecular
genetic testing, as indicated.
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https://www.google.se/url?sa=i&url=https://onlinelibrary.wiley.com/doi/full/10.1002/ajmg.a.61175&psig=AOvVaw3Y3oCUyfBiGsmjZMTEoyDn&ust=1605193756747000&source=images&cd=vfe&ved=0CAIQjRxqFwoTCJiCvPji-uwCFQAAAAAdAAAAABAO

This person with
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an arm span that
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4 h

Arterial turtuosity syndrom Koagulationsrubbningar

Loeys Dietz syndrom
Lateral meningocele syndrom
Bethlems myopati

EDS/HSD

Bladning

Fibromyalgi

Marfanoid
utseende

Ostepeni

Ledsmarta

Marfan syndrom Osteogenesis Imperfekta

Reumatiska
sjukdomar
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Diaghos HSD/hEDS

@ Diagnostic Criterla for Hypermobile Desusstly
’g\mes rhnltmsﬂ:m ga.—.:;muw Ehlers-Danlos Syndrome (hEDS) % The

on chiers-Ld yndromes This diagnestic checkdist is for doctors across n.l.-qu

ol 5Related Disorders all disciplines to be able to diagnose EDS AP Sodety.

HSD e v w we_ hEDS

The clinical diagnosts of hypermobile EDS needs the simultaneous presence of all criteria, 1and 2 and 3.

CRITERION 1- Generalized Joint Hypermobility

One of the following selectad:
6 pre.pubertal children and adolescents i P = 4

25 pubertal men and woman 1o age 50 Beighton Score: 19 il =y § |
=4 men and women over the age of 50 o ) : :
. . 3 two or more of the fallowing must also be selected o meet aiterion

Canyou now (or could you ever) place your hands flat on the floor withaut bending your knees? J a
Canyou now (or could you ever) bend your thumb to touch your forearm?

As 3 child, did you amuse your friends by comorting your body into strange shapes or could you do the splits?

As achild or weenager, did your shoulder or kneecap deslocate on more than one occasion?

Doyou consider yourself “double jointed™?

oon

Ja

oooon

Feature A {five must be prsant)

Unusually soft or velety skin

Mild skin hyporeoctensibility

Unexplained striae distensae or rubae at the back, groins, thighs, breasts andfor abdomen in adolescents, men or pee-pubertalwomen
without a history of significant gain or loss of body fat orweight

Bilateral piezogenic papules of the heel

Recumrent or multiphe abdominal hemia(s)

L X J
LX)
U n d e r 5 p O a n g Arophic scarring involving at least two sites and without the formation of tuly papyraceous andVor hemosideric scars as seen in classical EDS )
Pelvic floor, rectal, andior utering prolapss in children, men or nulliparous women without a history of morbid obesity or other known ove r 5 o a n
predisposing medical condition
Dental crowding and high or narow palate

Arachnodactyly, as defined in one or mone of the following:

(i) positive wrist sign (Walker sign) on both sides, (if) positive thumb sign (Steinberg sign) on both sides

Arm span-to-height ratio 2105

Mitralvalve prolapse (MW P) mild or greater based on strict echocardiographic eriteria

Aortc root diatationwith Z-score »+2

n ej FeawreAtont 2 J a

Feature B
= Positive family history; one or more first-degree relatives independently meeting the curment criteria for REDS

ooon oon

oo

ooo

EITUTE L LS DIve LIS L (K

O Musculoskeletal pain in two or more Embs, recurring daily for at keast 3 months
a O Chronic, widespread pain for =3months a

Recument joint dishocations or frank joint instability, in the absence of rauma

CRITERION 3 - All of the following prerequisites MUST be met

1 Absence of unusual skin fragdity, which should prompt consideration of other types of EDS
2 Exclusion of other heritable and acquired connectiive tissue disorders, indluding autcimmune rheumatologic conditions. In patients with an
acquired CTD (e.g. Lupus, Rheumatoid Arthritis, etc.], additional diagnosis of hEDS requires meeting both Features A and B of Criterion 2.
J a Feature C of Criterion 2 (chronic pain and/or instability) cannot be counted toward a diagnosis of hEDS in this situation J a
3, Exclusion of alternative diagnoses that may also indude joint hypermobiity by means of hypotenia and/or connective tissue laxity.
Alternative diagnoses and diagnostic categonies include, but are not limited 1o, neuromuscular dsorders (e.g. Bethlem mypopathy), other
hereditary disorders of the connective tissue (e.g. other types of EDS, Loeys-Dietz syndrome, Marfan syndrome), and skeletal dysplasias
(eg. osteogenesis imperfecta). Exdusion of these considerations may be based upon history, physical examination, and/or molecular
genetic testing, as indicated.
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https://www.google.se/url?sa=i&url=https://onlinelibrary.wiley.com/doi/full/10.1002/ajmg.a.61175&psig=AOvVaw3Y3oCUyfBiGsmjZMTEoyDn&ust=1605193756747000&source=images&cd=vfe&ved=0CAIQjRxqFwoTCJiCvPji-uwCFQAAAAAdAAAAABAO
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Smarta vid EDS/HSD

Ledsmarta "FM” Subluxation Central
Muskelsmarta Luxation Perifer
Inflammation * Polyneuropati

e Nervskada

* Nervinklammning
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EDS/HSD

EDS/HSD-specifika symtom Komorbiditet
1.Hypermobilitet/ledinstabilitet * Trotthet
= Smarta e SOmnproblem
" ledsymtom * IBS-liknande symtom
o Lasningar, subluxation, luxation « MCAS

2. Hudsymtom

= Skorhet, lakningsproblem, breda arr

3. Blodningsbenagenhet

* Forlangd blodning, blamarken

* Autonom dysfunktion

* PMS

* Dysparuni

* (Infektions kanslighet?)
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’Jag har blivit samre i min HSD/EDS!”

Hani Hattar



Behandling och rehabilitering




Smartbehandling vid EDS

* Framgangsrik behandling av langvarig smarta vid EDS ska
vara multidisciplinar enligt sa kallad ”bio-psyko-social”
modellen

* Fysioterapi framforallt proprioceptiv traning ger langvarig
symtomlindring [Palmera et al., 2014]. [Grahame, 2009;
Rozen, 2014]. [Engelbert et al., 2017].
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https://onlinelibrary.wiley.com/doi/10.1002/ajmg.c.31554#ajmgc31554-bib-0066
https://onlinelibrary.wiley.com/doi/10.1002/ajmg.c.31554#ajmgc31554-bib-0039
https://onlinelibrary.wiley.com/doi/10.1002/ajmg.c.31554#ajmgc31554-bib-0074
https://onlinelibrary.wiley.com/doi/10.1002/ajmg.c.31554#ajmgc31554-bib-0028

Behandling/rehabilitering

EDS/HSD Komorbiditet
 Fysioterapi/arbetsterapi * Egenvard
m Proprioceptiv tréning - Vatten, StédStrumpor, salta

extra pa maten, rora pa sig
* H1, H2, H3-receptorblockad
* Antiarytmiska lakemedel

= Enteroceptiv ”traning”
" Hjalpmedel
| akemedel

* Dropp
= Nociceptiv smarta e Syrgas
= Neuropatisk smarta e Botulinum toxin

* Kirurgi
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EDS/HSD smart-orsaker och behandling

Nociceptiv Vavnad skada Tidig alder Led/muskel- Fysioterapi,
skada arbetsterapi,
lakemedel
Neuropatisk Skada eller Senare debut  Andringi Lakemedel
sjukdom | nervsignal-
nervsystemet overforing
Nedsatt Nedsatt Tidig eller Skada av Fysioterapi,
proprioception ledsinne senare debut proprioceptiva arbetsterapi
receptorerna

An official website of the United States government
View full-text article in PMC
. 2023 Mar 24;11(7):936. doi: 10.3390/healthcare11070936
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https://pmc.ncbi.nlm.nih.gov/articles/PMC10094213/
https://pmc.ncbi.nlm.nih.gov/articles/PMC10094213/
https://pmc.ncbi.nlm.nih.gov/articles/PMC10094213/
https://pmc.ncbi.nlm.nih.gov/articles/PMC10094213/
https://pmc.ncbi.nlm.nih.gov/articles/PMC10094213/
https://pmc.ncbi.nlm.nih.gov/articles/PMC10094213/
https://doi.org/10.3390/healthcare11070936

Farmakologisk behandling av neuropatisk

smarta (NeP), och nociceptiv smarta

1.NeP:
* TCA,
* AEP,
* SNRI,

* lokal applikation av Lidokain eller Capsaicin kan ge symtomlindring
[Hamonet and Brock, 2015].

e Botulinum Toxin, klonidin, LDN
2.Nociceptiv smarta:
e Paracetamol,

* lokalinfiltration med Lidokain eller Botulinum Toxin [Hamonet et
al., 2014; Hamonet and Brock, 2015].
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https://onlinelibrary.wiley.com/doi/10.1002/ajmg.c.31554#ajmgc31554-bib-0045
https://onlinelibrary.wiley.com/doi/10.1002/ajmg.c.31554#ajmgc31554-bib-0044
https://onlinelibrary.wiley.com/doi/10.1002/ajmg.c.31554#ajmgc31554-bib-0045

Anpassad aktivitet

© Penny
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