Co jsme mohli udéelat jinak?

Pripad abdominalni katastrofy
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Muz, 32 let

* RA: otce nepoznal, matka zemrela mlada na
predavkovani drogaml

* OA:
v detstvi operace pro pes equinovarus
* v 19 letech fraktura bérce, osteosyntéza

* v 211|. artroskopie, ruptura postranniho vazu,
gonartroza vpravo

* dyspepsie horniho typu, GE reflux

* mechanik, svobodny, nepije, nekouri



Nynéjsi onemocnéni

e 8.3.2022 bolesti bricha

* Pneumoperitoneum, perforace divertiklu sigmatu

* Hartmannova operace

* tendence tkani se trhat pfi malé manipulaci, ligatury se
prorezavaji

e 12.3.2022 disrupce operacni rany, eventerace klicek
* deserosace, krvaceni, krehkeé, nekvalitni tkané

e 15.3.2022 krvaceni do rany, revize
e prorezané stehy, cetna koagula



Nynéjsi onemocnéni

e 15.3.2022 recidiva krvaceni do rany

 stavéno vicero drobnych zdroju

e 29.3.2022 krvaceni do rany

e prorezani hadicek, nulové znamky hojeni, absence
granulaci, krehkost tkani

 UPV, hluboka sedace

* 6.4.2022 4 strevni pistéle

* presiti, derivace obsahu



Nynéjsi onemocnéni

* Revize celkem 27x
* krvaceni, krehkost tkani, poruchy hojeni, pistéle

* \/lytvoreni plastronu
* Nozokomialni infekce, mnoho ATB...
e UPV, tracheostomie

* Propustén po 5 meésicich s vysokou pistéli jejuna a
sigmoideostomii

* Indikovana domaci parenteralni vyziva



Domaci parenteralni vyziva

e VIII/2022 — X1/2023
* Pistél vysoko na jejunu 4 000 — 6 000 ml/den
* Stomie bez vydeje

* PIny peroralni prijem

 Rezim PEV 2 - 3 dny v tydnu + 4-5x tydné krystaloidy
+ mineraly

e Hmotnost... ?

* Rekonstrukce GIT pldnovdna na X1/2023



Domaci parenteralni vyziva
* Peroralni prijem:

* Energie 8089,4 kJ/ 1935 Kcal (31,2Kcal/kg TH)
* Bilkoviny =92,8¢g (1,5g/kg TH)

* Tuky = 69,38¢g

 Sacharidy =240,5 g/den



Domaci parentera

Cukry (g)

Tuky (g)
Bilkoviny (g)

Energie (kcal)

VYZiVa

Primérny denni
prijem p.o.
240
69
92
1935

ni + perora

/

NI
HPN 3x HPN/ .
Dy soucet
tydne den
180 77 317
50 21 90
70 30 122

1475 632 2567



ldealni téelesna hmotnost

Muz 32 let, 175 cm

Robinson (1983) 68.9 kg
Miller (1983) 68.7 kg
Devine (1974) 70.5 kg
Hamwi (1964) 72.0 kg
Healthy BMI Range 56.7 - 76.6 kg

Aktualni télesna hmotnost: 62 kg = BMI 20,2 kg/m?2
Predchorobi: cca 77 kg = BMI 25,1 kg/m?2



Domaci parentera

ABW (kg)
IBW (kg)

Predchorobi (kg)

ni + peroralni
VYZiVa
bilkoviny energie
62 2,0 41,4
70 1,7 36,7
77 1,6 33,3
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Domaci parentera

Cukry (g)

Tuky (g)
Bilkoviny (g)

Energie (kcal)

VYZiVa

Primérny denni
prijem p.o.

240
69
92

ni + perora

HPN 3x
tydne
180
50
70
1475

HPN /
den

77

21

30
632

/

Nni

soucet

317
90
122
2567



Domaci parentera

Cukry (g)

Tuky (g)
Bilkoviny (g)

Energie (kcal)

/

NI+ peroraini
VVZIVa
Prdmérny denni | HPN3x HPN/ .
"/ C 1y soucet
prijem p.o. tydne den
240 180 77 317
69 50 21 90
92 70 30 122

1475 632 2567

vysoka jejunostomie !



Rekonstrukce GIT

* Prijat planovane 3.11.2023

e Obj. pri prijmu: ,,... Podvyziveny...”

* Hmotnost neuvedena

e Albumin 39.5 g/I, celk. bilkovina 65,7 g/I

* Operace 6.11. 2023
* 6 hodin



Pooperacni prubeh

* 16 reoperaci
e Duvody:
* Dehiscence operacni rany
* Krvaceni do primych brisnich svall
e Deserosace strevnich klicek
* Resekce jejuna, terminalni jejunostomie
e Stav chirurgicky neresitelny
* Opakované sepse, velka krvaceni, krvaceni do GIT
* Mnohocetna antibioticka a antimykoticka Iécba

* Preklad na metabolickou JIP Ill. Int. FNHK 23.1.2024



Jaké jsou priciny nezdaru?

* Neadekvatni chirurgicka technika

* Malnutrice

» Spatné nadasovani operaéniho vykonu

* Nediagnostikované zakladni onemocnéni

* Smula



JIP Interni kliniky FNHK

* Pfi prijmu:
* Kachekticky
 Vystupnovana svalova slabost
* Ventilovan pres tracheostomii
« Kombinovana sedace, antibiotika

* Open abdomen, vysoka jejunostomie



JIP Interni kliniky FNHK

* \/lysazena antibiotika

* Postupneé vysazena sedace
* Odpojovan od ventilatoru
* Lokalni péce o ranu









JIP 11l. interni kliniky FNHK

* \/lysazena antibiotika

* Postupneé vysazena sedace
* Odpojovan od ventilatoru
* Lokalni péce o ranu

* Provedeno celotélové CT
e VVelka kolekce 9x10x16cm vilevo lumbalné
* Pseudoaneurysma a. mammaria interna sin.






JIP 11l. interni kliniky FNHK

* Od jejunostomie distalne zachovano 150cm tenkého
streva , colon intaktni

* Plan:
e Parenteralni vyziva

* Vyuziti zbyvajici resorpcni plochy streva
* Enteralni vyzivou
e Reinfuzi chymu

e Odpojeni od ventilatoru
* Rehabilitace
* Perspektivné rekonstrukce GIT



JIP 11l. interni kliniky FNHK

e 30.1.2024 zrusena tracheostomie



JIP 11l. interni kliniky FNHK

e 30.1.2024 zrusena tracheostomie
e 31.1.2024 zivot ohrozuijici krvaceni z dutiny brisni






gvétéeni 1,44




JIP 11l. interni kliniky FNHK

e 30.1.2024 zrusena tracheostomie

e 31.1.2024 zivot ohrozuijici krvaceni z dutiny brisni

* a. epigastrica inferior, a. circumflexa ilium profunda,
atypicka vétev a. iliaca externa

e oSetreno vasograficky

e 1.2.2024 recidiva krvaceni

* aa. lumbales L3-L5
e Osetreno vasograficky

* Lumbotomie, chirurgicka tamponada retroperitonea
vlevo a extrakce koagul 3x
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02 terapie

Oxygencterapie

Muonitaring / FF

EKIG rytrnus [3 4h]

P [d 1h]

TK (nocni pauza 22-06h] [(8, 12, 16,
207]

DF [ Th]

Sp02 (95) [3 1h]

TT Az [&xd (3,11,17,23)]

VAS akutni (/4] ( Bficho) [(0, 4, 8, 12,
20]]

SAS5[a Th]

Hmotnast (kg)

Monitering / ostatni

Porcové moceni za 24

Prijem / Vyde) (ml]) [a 4h]

Bilance kumul. za 24h

Zaznam prijmu stravy

Zaznam pfijmu stravy

Bilance - prijemn

Peroralni (Restrikce 11/24h od 16.2 -
zatim zruzena)

Transfuzni pfipraviy

Parenteralni

Krystaloidy

Krystaloidy 2

ATE 1

liny 1 (Enter. vwyZiva- do modove
cévky - P5)

liny 2 (Reinfuze zZludi - do modove
cévky - P5)

liny 3 (Proplach katetru s EV)
Bilance - wydegj

Moc (mocova lahev)

Stolice (2)

Stolice (3} (kolostomie)

Lyraceni (2]

Drén 3 (Vivano)
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Kombinace enteralni a
parenteralni vyzivy

* Enteralni vyziva postupné vyborné tolerovana

* Reinfuze chymu

* Narust obstrukénich enzymu
e ALP > 10 ukat/I
e GMT > 11 ukat/l



AV A AK

Jaka je pricina progredujici
hepatopatie?

* Biliarni obstrukce

 Toxicita léku (antibiotika, anestetika)
* Toxicita parenteralni vyzivy

e Syndrom slepé klicky

* Overfeeding



Vlyziva na JIP

Cukry (g)
Tuky (g) 30 51 81
Bilkoviny (g) 128 57 185

Energie (kcal) 2782 1500 4282



S-ALF
Fosfataza alkalicks
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S5-GMT
Gama-glutamyltransferasa
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Muze byt tento stav projevem
néjakeho zakladniho onemocneéni?

* |diopaticky zanét strevni?
* Porucha koagulace?

* Porucha cévni stény?
 Vaskulitida?

e Nutricni deficit?

* Onemocneéni vaziva?




Statim geneticke vysetreni

* indikovano molekularné genetické vysetreni genu
asociovanych s poruchami pojiva (provedeno v
ramci kardio panelu 291 genu)

e u probanda v heterozygotnim stavu nalezeno
pravdepodobné patogenni mutaci v genu COL3A1
c.1466G>T.

 Jedna se o velmi vzacnou sekvekcni variantu.
Patogenni varianty v genu COL3A1 jsou pricinou
autosomalné dominantni vaskularni formy Ehlers-
Danlosova syndromu



Edvard Laurits Ehlers (1863 — 1937) Henri-Alexandre Danlos (1844 — 1912)






2 s THEBEIGHTON SCORING SYSTEM

77 et Measuring joint hypermobility E.SPINE
Bend forward, can you
place the palms of your
A.5th FINGER/ ‘PINKIES’ B. THUMBS D.KNEES hands flat on the floorin
Test both sides: Restpaimofthe  Test both sides: with the arm out Test both sides: front of your feet without
hand and forearm on aflat surface ~ straight, the palm facing down. While standing with bending your knees?
with palm side down and fingers and the wrist then fully bent down- knees locked (bent
out straight. ward, can the thumb be pushed backwards as far as

possible), does
the lower part of leg

extend more than10
degrees forward?

Canthefifthfinger be bent/lifted ~ Packtotouchthe forearm?
upwards al the
knuckletogo
back beyond
90 degrees?

C.ELBOWS

Test both sides: With arms outstretched and palms facing
upwards, does the elbow
extend (bend too far)
upwards more than

anextra 10 degrees beyond a

NS normal outstretched position?



THE EDS SPECTRUM

EACH TYPE OF EDS HAS ITS OWN COMBINATION OF SIGNS AND
SYMPTOMS. SOME SIGNS AND SYMPTOMS ARE COMMON IN
MULTIPLE TYPES OF EDS, WHILE OTHERS ARE ONLY
ASSOCIATED WITH ONE SPECIFIC TYPE.
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Clinical subtype Old nomenclature Genetics/inheritance Predominant features

Classical EDS (cEDS) Classical EDS, typesTand I | COL5AT, COL5A2, rarely = Hyperextensible skin
coLrAt = Atrophic scars, fragile skin, increased bruisability, doughy/velvety skin
Autosomal dominant = Generalized joint hypermobility
Classical-like EDS (clEDS) TNXB-deficient EDS TNXE = TNXB - Hyperextensible skin, velvety skin texture, no atrophic scarring; generalized joint hypermability, easy

Autosomal recessive bruisahbility, myopathic features

AEBPT = AEBP7 - Hyperextensible skin, velvety skin texture, atrophic scarring; generalized joint hypermobility, easy

o i . i
Autosomal recessive bruisability, gastrointestinal rupture (rare)

Cardiac-valvular EDS COLTAT = Progressive cardiac valve involvement
(CVEDS)

= Hyperextensible thin skin, atrophic scars, increased bruisability
= Joint hypermobility

Autosomal recessive

Vascular EDS (VvEDS) Vascular EDS, type IV COL3AT = Arterial rupture
Autosomal dominant = Internal organ rupture (colon, uterus)

= Severe bruising

1:100 000 = Thin translucent skin

= Small joint hypermobility

Hypermahile EDS (hEDS) Hypermobile EDS, type III Unknown = Generalized joint hypermobility
Autosomal dominant = Mild hyperextensible skin, soft velvety skin, recurrent hernias, organ prolapse, unexplained striae
= Chronic pain

= |pint dislocations/subluxations

Modified from: Malfait F, Francomano C, Byers P, et al. The 2017 international classification of the Ehlers-Danlos syndromes. Am J Med Genet C
Semin Med Genet 2017; 175(1):8-26.



Arthrochalasia EDS
(2EDS)

Dermatosparaxis EDS
(dEDS)

Kyphoscoliotic EDS
(KEDS)

Brittle cornea syndrome
(BCS)

Spondylodysplastic EDS
(spEDS)

Musculocontractural EDS
(McEDS)

Myopathic EDS (mEDS)

Periodontal EDS (pEDS)

Modlified from: Malfait F, Francomano C, Byers P, et al. The 2017 international classification of the Ehlers-Danlos syndromes. Am J Med Genet C

Arthrochalasia, types
VIIA and VIIB

Dermatosparaxis EDS,
type VIIC

Kyphescoliosis EDS, type
Wl

Brittle cornea syndrome

EDS progeroid type

Spondylocheirodysplastic
EDS

Adducted thumb
Clubfoot Syndrome
B3GalTs-deficient EDS
EDS Kosho type

EDS pericdontitis, type
Vil

Semin Med Genet 2017; 175(1):8-26.

COLIAL, COLIAZ
Autasomal dominant

ADAMTS2
Autosomal recessive

PLODI
FKBP14
Autosomal recessive

ZNF465
PROMSE
Autosomal recessive

B4GALT?
BIGALTE
SLC39A13

Autosomal recessive

CHSTI4
DSE
Autosomal recessive

COLI2Al

Autesomal dominant or
recessive

CIR
cls

Autesomal dominant

Congenital bilateral hip dislocation
Severe generalized joint hypermobility
Hyperextensible skin, tissue fragility
Hypotonia

Mild osteopenia

Sewvere skin fragility, wisceral fragility
Lax redundant skin

Severe bruisability

Postnatal growth retardation

Congenital hypotonia

Early kyphascoliosis

Generalized joint hypermobility

Osteopenia

Blue sclerae

Marfanoid habitus

Hearing loss, myopathic features (FKBF14 form)

Thin cornea
Keratoconus
Blue sclerag
Risk for globe rupture, retinal detachment
High myopia

Short stature

Hypotonia

Limb bowing, characteristic skeletal findings
Osteopenia

Hyperextensible, thin doughy skin

Congenital contractures (clubfoot)
Hyperextensible skin, easy bruisability, fragile skin, atrophic scars
Recurrent dislocations

Congenital hypotonia
Proximal joint contractures
Distal joint hypermobility
Dawghy skin

Atraphic scars

Early-onset severe pericdontitis
Unattached gingiva

Pretibial plaques

Joint hypermaobility
Hyperextensible skin

Marfanold features



arni Ehlers - Danlosuv
syndrom

Vasku

intrakranialni aneurysma

aneurysmata koronarniho systému i jinde

aneurysma aorty - v rlznych etazich

prolaps mitralni chlopné

spontanni pneumotorax

inguinalni hernie

spontanni ruptury streva, zaludku nebo jicnu

kloubni hypermobilita , pes equinovarus

fragilni kuze, atroficka kGze na usich, videlna Zilni kresba na
kUzi

akrogerie, alopecie, keratokonus, casnéjsi ztrata zubu a;j.
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Vysokopritokovy arteriovenosni zkrat mezi a. hepatica sin. a vétvi v. portae



GFOGER

1. DAMAGED ENDOTHELIUM 2. VWF-A1 INTERACTS WITH 3. GLY-PRO-HYP AA INTERACTS 4. GFOGER INTERACTING
EXPOSES BASEMENT MEMBRANE PLATELET GpIB-IX-V WITH THE GPVI RECEPTOR ON WITH THE ALPHA 2 BETA 1

THE PLATELET RECEPTOR ON THE PLATELET

Haemophilia. 2019;25:558-566.



Ehlersuv Danlosuv syndrom

Lze s tim néco délat?



Ehlersuv Danlosuv syndrom

Meéli jsme néco udélat jinak?



Kozni fragilita, rany

* abnormalni hojeni ran

 vysokeé procento dehiscenci

e uzaveér kuze ve dvou vrstvach

* dukladné uzavirani v hlubsich vrstvach rany
* ponechdani stehl dvojnasobné dlouho

* taping

e vitamin C (1-4 g/den)

* Chirurgicka technika, nacasovani rekonstrukce?



Management of colonic complications of type IV Ehlers—
Danlos syndrome: a systematic review and evidence-based
management strategy

D. Speake*, L. Dvorkint, C. ). Vaizey} and G. L. Carlson§

Risk of recurrent spontaneous visceral
perforation in Ehlers Danlos Syndrome Type IV
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Anestezie a |écba bolesti

CastéjSi obtize pri zajisteni dych. cest

subluxace C patere pri intubaci

fragilita tkani — polohovani, invazivni procedury
spinalni a epiduralni anestezie rizikové

snizena ucinnost lokalnich anestetik

nékdy nizka ucinnost opioidu

hyperpatie

chronicka bolest, zejm. muskuloskeletalni
Casto neduvéra lékaru

anxieta, deprese



Jiné postupy

obecné uziti co nejméne invazivnich technik
minimalizace arterialnich punkci apod.
endovaskularni zastava krvaceni misto chirurgie
nepouzivat chinolonova antibiotika

opatrnost pri fyzioterapii a rehabilitaci

redukce pripadné nadvahy



Co jsme mohli udelat jinak ve
VyzZive?

* VVyuziti zbyvajiciho streva
 duleZité pro pevnost strevni stény
e Obtizny odhad schopnosti vstfebavat

e underfeeding v pripravné fazi na rekonstrukci
e precenéni absorpce p.o. stravy
* nevyuziti zbytku streva, inaktivita
e potencial pro EV, reinfuzi chymu

» overfeeding pri soubehu PV a EV
* Podcenéni schopnosti absorpce

* Neprima kalorimetrie?



Kdy mit podezreni na EDS?

* rodinna anamnéza
e kozni priznaky
* kloubni priznaky
* pes equinovarus
* pectus excavatum

e vysoké patro
e predcasna artroza

 krvacivé komplikace, modriny
* ménécennost tkani
* spontanni ruptury organu



Varovne priznaky u vEDS

Nahla bolest nebo krvaceni
e ruptura dutého organu nebo cévni
* nejCasteji arterie hrudniku a bricha, colon, jatra, slezina, uterus

Dusnost
* pneumothorax

Bolest na hrudi
e kardiovaskularni prihody

Ztrata zraku
* abrupce retiny

80% pacientu ma velkou prihodu do 40 let
median doziti 48 let



Ehlers- Danlos Awareness Month | May
#CelebrateEveryDay




www.ehlers-danlosuv-syndrom.org









* 8/2025

e spontanni pneumothorax
* mnohocetné ruptury interkostalnich arterii
* ruptura sleziny

* 16/8/2025 exitus letalis



Tri sudicky, lept, 1942

Mario Strett
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