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HiPOHIDROTIK EKTODERMAL DiSPLAZiYA SINDROMLU
USAQLARDA TONOFFUS SISTEMi UZVLORININ ZoDOLONMOSI:
KLINiK MUSAHIDO.

Miirsolova Z.S., Agayeva G.F., Abbasaliyeva A.I., Alxasova A.F.
K.Y.Faracova adina Elmi-Tadgiqat Pediatriya Institutu, Baki, Azarbaycan

Hipohidrotik ektodermal displaziya sindromu- darida epidermis basda olmaqla ektoderma-
dan inkisaf edon toxuma vd orqanlara tasir edon va bu toxumalarda inkisaf anomaliyalarina
sabab olan bir genetik sindromdur (dari, sa¢, dirnaq, tor vazilari, yag vazilari, alava olaraq qu-
laq, gozlor, dodaqlar, dislor vo hatta markazi sinir sistemina tasir edir). Sindromun etiologiyasi
tam olaraq bilinmomokdadir. ED-mutasiyaya ugramis genlorin sobab oldugu diisiiniiliir. Bu
genlor autosom-dominant, autosom -ressessiv x'a bagh dominant va ya x's bagh ressessiv yolla
keca bilir. Bu sindromlu xastalorin 90%-i Kisi cinsindondir. ED tor vazilarina tasir etmasina gora
hipohidrotik/anhidrotik vo hidrotik olmaqla 2 qrupa ayrilir:

-Hipotrotik tip (Christ-Siemens-Touraine sindromu) tor vazlorinin sayinin azalmasi,
antihidrotik tip is3 vazlarinin yoxlugu ils xarakterizadir.

-Hidrotik tipds (Cloustne sindromu, dis-dirnaq sindromu, Witkop sindromu) is3 tor vazlari
normaldir.

Agar sozlar: ektodermal displaziya, trixodisplaziya, dis displaziyasi: onixodisplaziya, dishidro-
zis,anhidrozis, hipohidrozis.

Ektodermal displaziya sindromu-darids epi- don ilk 2 yasda 6liirlor. ©On ¢ox goriilon ektodermal
dermis basda olmagqla cktodermadan inkisaf edon displaziya sindromu niimunolorino hipohidrotik
toxuma vo organlara tosir edon va bu toxumalara ektodermal displaziya sindromunu, Odontonycho-
inkisaf anomaliyalarina sobab olan bir genetik sin- dermal sindrom, KiD sindromu, Costello sindromu,
dromdur (dari, sag, dirnaq, tar vazi, yag vazlari olavo ADULT sindromu, Oculodentodigital sindrom,
olaraq qulaq, goz, dodaq, dis vo hotta markozi sinir Oral-facialdigital sindrom, Heimler sindromu, Mar-
sistemind tosir edir). Sindromun etiologiyasi tam shall sindromunu misal gostors bilorik [11,12].
olaraq bilinmemoktadir. ED-0 mutasiyaya ugramis Etik bayanat: Toqdim olunan klinik miigahide-
genlorin sobab oldugu diistiniiliir. Bu genlor aut- nin ¢ap edilmasi (o climloden biitlin molumatlar vo
osom-dominant, autosom resessiv, x'a bagl domi- sokillor) barasindoe pasientin valideynlorindon yazili
nant va ya x's bagl resessiv yolla keco bilir. Bu sin- surotds raziliq alinib.
dromlu xastolorin 90%-i kisi cinsindondir. ED tor Klinik miisahida. Miisahido etdiyim xasto ho-
vazlaring tasir etmoasing gora hipohidrotik/ antihid- yatinin ilk giinlorindon Elmi-Todqiqat Pediatriya
rotik va hidrotik olmagq iizrs 2 qrupa ayrilir. Institutunun (ETPI) miixtolif sobolorinds (Yenido-

-Hipotrotik tip (Christ-Siemens-Touraine sin- gulmuglarin patologiya sobosinds (YDPS) 1 dofo,
dromu) tor vazlorinin sayinin azalmasi, antihidrotik Pulmonologiya s6basinds 3 dofo, Pediatriya sobo-
tip iso vazlorinin yoxlugu ilo xarakterizodir [1,2,3,4]. sindo 1 dofa, ARITS-do 1 dofs) miiayine vo miialico

-Hidrotik tipdo (Cloustne sindromu, dis-dirnaq olunmusdur.
sindromu, Witkop sindromu) iso tor vazlori nor- Tk dofa 05.08.2020-ci il tarixinda 3 giinliik xasta
maldir. ED sindromlu usaqglarda asason asagidaki perioral, periorbital, aksosianoz vo anadangolma ix-
olamatlor olur: torlomonin az vo ya he¢ olmamasi, tioz olduguna gora Elmi-Tadqiqat Pediatriya Institu-
saglarin, qas vo kipriklarin seyrok olmasi, diglorin az tunun (ETPI-nin) YDPS-no daxil olmusdur.
olmasi vo ya he¢ olmamasi, dirmaglarda distrofiya, Anamnesis vitae: Usaq ananin II hamilolik, 1T
stid vozi gilosi anomaliyasi, gérma-esitmonin ano- dogusdandir. [ hamilalikdon olan usaq dogulandan 5
maliyasi va ya zoifliyi, tonoffiis yolu ilo olagsli prob- glin sonra ixtioz va tirak qlisuru olduguna gors tolof
lemlor, dorinin quru olmasi, periorbital hiperpig- olmusgdir. II hamilaliyi hokim nozaratinde kecib, 3
mentasiya [5,7,6,8]. Diaqnoz asason klinik slamatlor ayma kimi toksikozu olub, miialico alib (dorman-
vo genetik analizlorin asasinda qoyulur [9,10]. Xii- larin adin1 xatirlamir). 7-ci ayinda tonusu olub. Cift
susi miialico metodu yoxdur, yalniz hoyat keyfiy- boynuna 2 gat dolamb. Usaq hamiloliyin 40-c1
yatini yiiksoltmok olur. Bu sindromdan aziyyat ¢o- hestasiya hoftosindo 3300 qr ¢oki ilo tobii yolla do-
kan 30% oglan usaqglarmin yiiksak badan hararati vo gulmusdur. Dogulan kimi aglamayib. Reanimasion
ya tonoffiis sistemi iizlorinin infeksiyalar sobobin- todbirlodon sonra aglamaga baslayib. Ana siidii vo
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stini qida ilo gidalamib. Dari-z6hrovi hokimino gos-
torilib, diaqnoz qoyulub, toyinat verilib. Usaqda
perioral, periorbital, akrosianoz vs ixtioz olduguna
géro ETPI-nin YDPS-o yénlondirilib.

Status praesens: Daxil olarkon voziyyati agirdir.
Husu aydin deyil, perioral, periorbital vo akriso-
anozu olub. Dari ortiiyli subikterikdir. Darialt1 piy
gati kafi olub. Goziin otrafinda, badon vo otraf
dorisindo ixtioza banzar gabiglanma olub. Auskulta-
siyada agciyorlor iizorindo tonoffiis hor iki torofo
borabor otiiriiliib. Urok tonlar1 karlasib. Qarm bir
godor kop, sidik ifraz1 sarbast olub.

Klinik diagnoz: Kongenital ixtioz (X-lo ilisikli
formada) posthipoksik ensefalopatiya.

Xosto 10.08.2020-ci il tarixindo yaxsilagma ilo
hakim dermatoloq vo nevroloqun nazaratinds eva
yazilib.

12.11.2020-ci il tarixindo ETPIi-nin Pulmono-
logiya sObasine yliksok hararat, dskiirok, narahatliq
sikayati ilo daxil olub. Daxil olarken vaziyyati agir
olub. Umumi intoksikasiya va tonoffiis catismazlig:
olamatlori 6n planda geyd olunub. Auskultasiyada
agciyarlor iizorindo sort tonaffiis fonunda quru vo
yas xariltilar esidilib.

Dos gofasi Rentgenoloji miiayinasi: Sagda orta-
asagl, asag1 saholordo pnevmonik kdlgalor izlonib,
hor iki agciyar kokii strukturlu, sinuslar sorbast,
rentgenoloji divar aralig1 kdlgasi genislonmayib.

Klinik diagnoz: Ikitorafli pnevmoniya, Ektoder-
mal displaziya. Xroniki pulcuglu blefarokonyuktivit.
Toksiki ensefalopativa. Anemiya II doraca. Xarici
otit.

Xasta 20.11.2020-ci il tarixinds yaxsilasma ilo
saho hokiminin nozarati altinda evo yazilib.

11.02.2021-ci il tarixinds usaq yiiksok horarat,
oskiirak, halsizliq, narahatliq sikayati ilo Pulmono-
logiya sobasino daxil olmusdur. Daxil olarken va-
ziyyati agir olub. Auskultasiyada agciyarlor lizorin-
do sort tonoffiis esidilib.

Dos qgofosi Rentgenoloji miiayinasi: Hor iki
torofda, osason sagda bronxit alamatlori izlonib. Hor
iki agciyar kokii genislonib.

Klinik diagnoz: Kaskin bronxit. Hipertermiya.
Ektodermal displaziya. Anemiya I daraca. Hipotro-
fiva Il daraca. Inkisaf etaplarinin langimasi.

Xosto 22.02.2021-ci il tarixindo usaq yaxsilas-
ma ilo saho hokiminin nozarati altinda eve yazilib.
30.03.2021-ci il tarixinds usaq yiiksok hararat, dskii-
rok, narahathq sikayatlori ilo ETPi-nin Pulmonolo-
giya sobasing daxil olmusdur. Daxil olarkon voziy-
yati agir olub. Umumi intoksikasiya vo kataral ola-
moatlor 6n planda olub. Burunla tonoffiisii ¢otinlogib.
Auskultasiyada agciyorlor tizorindo sort tonoffiis
esidilib.

Dos gofasi Rentgenoloji miiayinesi: Hor iki
agciyarlords infiltrativ, ocaql kolgalor izlonmir. Hor
iki agciyor kokii strukturludur. Sinuslar sorbostdir.
Rentgenoloji divar araligi kolgasi genislonmayib.

Klinik diagnoz: Kaskin respirator xastalik. Ane-
miya I daraca. Ektodermal displaziya. Inkisaf etap-
larimin langimasi.

Xosta 05.04.2021-ci il tarixinds yaxsilasma ilo
saha hokiminin va nevroloqun nazarati altinda eva
yazilib.

15.04.2023-cii il tarixindo usaq Oskiirak, yiiksok
horarat, tongnafaslik sikayatlori ilo ETPi-nin ARITS
—no daxil olub. 2 giin sonra vaziyyati nisbaton stabil-
logdiyi tiglin Pediatriya sobosino kogtirilmiisdiir.
Daxil olarkon voziyyati agir olub. Umumi intoksi-
kasiya vo kataral slamotlor 6n planda olub. Auskul-
tasiya zamani agciyarlor iizorindo sort tonoffiis fo-
nunda yas xiriltilar esidilib. Urok tonlan karlagb.
Qarm palpasiyada yumsagq, agrisiz olub.

Dos gofasi Rentgenoloji miayinesi: Hor iki
torofdo zoif intensivli pnevmonik kolgolor izlonir.
Har iki agciyar kokii strukturludur. Sinuslar sarbast-
dir. Rentgenoloji divar araligi kolgosi genislon-
mayib.

Klinik diagnoz: Téradicisi miiayyan olunmamus digar pnevmoniya. Ektodermal displaziya.
Inkisaf etaplarinin longimasi.
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Xosta 21.04.2023-cii il tarixindo yaxsilagsma ilo saho hokiminin nozaratinds eva yazilmisdir.

Belolikla, ektodermal diplaziya sindromu diagnozu hom klinik olamotlor, hom do genetik
milayinonin naticosino asason miioyyon edilir. Osason hokimo miiraciot sobabi inkisaf etaplarinin
longimasi, darids olan doyisikliklor, tonoffiis sistemi torofindan tez-tez infeksiyalagsma hallarinin bag
vermaosidir.

Bizim arasdirdigimiz xastodo do tonoffiis sistemi lizvlorinds ciddi doyisiklik goriinmiisdiir. Belo
ki, xastomiz 3 dofo pnevmoniya, 2 dofs bronxit diagnozu ils institutun miixtolif sobalorindo stasionar
miiayino vo miialica olunmusdur.

Notico olaraq geyd etmok istayirik ki, bizim klinik miisahidomizdo do odobiyyatda gostorildiyi
kimi daha ¢ox tonoffiis sistemi tizvlori zodalonib. Moagsadimiz ED sindromlu usaqglarin diagnozunun
erkon askarlanmasi, simptomlarin miialicosinin, profilaktikasinin vaxtinda baslamasina vo onlarin
hayat keyfiyyatinin yiliksalmasine nail olmaqdir.
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Anamnestik malumat olaraq hipohidrotik ektodermal displaziya sindromlu
xastalarin nasil agaci

ODOBIYYAT:

1. Callea M, Cammarata-Scalisi F, Willonghby CE et al clinical and molecular-study in a family with
autosomal dominant hypohidrotic ectodermal dysplasia; Arch Argent Pediatr 2017; 115: 34-8.

2. Alsayed HD, Algahtani NM, Alzayer YM, Morton D, Levon JA, Baba NZ. Prosthodontic Rehabilitation
with monolithic, multichromatic CAD-CAM complete overdentures in an adolescent patient with ectodermal
dysplasia. A clinical report J Prosthet —Dent 2017; 65:08-10.

3. Quintanilha LELP, Corneiro-Campos LE, Antunes LAA, Antunes LS, Fernandes CP, Abren FV.
Prosthetic rehabilitation in a pediatric patient with hypohidrotic ectodermal dysplasia: A case report, Gen Dent
2017; 65:72-6.

94



Journal of Azerbaijan Perinatology and Pediatrics (Scientific-practical journal) /2023 / Vol 9/ Nel

4. Torkomondi S, Gholami M, Mohommadi-ASI.J, Rezaie S, Zaimy MA, Omrani MD. A novel, splicesite,
mutation in the EDAR gene causes severe autosomal recessive hypohidrotic (Anhidrotic) ectodermal dysplasia.
Int J Mol Cell Med 2016;5:260-3.

5. Wang HW, WangF, HuangW, Zhon WJ, Wang YP, Wu YQ. Morphometric analysis of ma-xillofacial
bone in patients with ectodermal dysplasia. Shanghai Kon Qiang Yixue 2017; 26:193-7.

6. Saltnes SS, Jensen JL, Soeves R, Nordgarden H, Geirdal AO, Associations between ectodermal
dysplasia, phychological distress and quality of life in a group of adults with oligodontia. Acta Odontol Scand
2017; 75: 564-72.

7. Fons Romero JM, Star H, Lav R, et al. The impact of the eda pathway on tooth root development, J Dent
Res 2017; 96:1290-7.

8. Dogan MS: Akbaba MH Yavuz I, et al. Oral Rehabilitation of patients with ectodermal dysplasia; cases
series. Int J health Sci 2016;4:59-68.

9. Theiler M, Friden 1J. Highpotency topical steroids: An effective therapy for chronic scalp inflammation
in rappodgkin ectodermal dysplasia. Pediatr Dermatol 2016;331:84-7.

10. Dogan MS, Collea M, Yavuz I, et al. An evalution of clinical, Radiological and three-dimensional dental
tomography findings in ectodermal dysplasia cases. Med oral patol Oral Cir Bucal 2015;20:340-6.

11. Mutlu Albayrak, H.Hipohidrotik ectodermal displazi, Mihc1 E, Editor Cocuk Genetik uygulanmalarinda
sik goriilen hastaliklarin takip vo tedavisi. 1 Baski. Ankara Tiirkiye klinikleri; 2021. P 129-34.

12. Olivers JM, Hidolgo A, Pavez JP, Benadof D, Irribarrar Ror va Functional vo esthetic Resporativ
treatment with ectodermic preheated resins in a patient with ectodermic dysplasion a clinical report J. Prosthat
Dent 2017; 4: 526-9.

PE3IOME

IloBpexaeHne OPraHoB AbIXaTeJIbHOI CHCTEMBbI Y JAeTell ¢ CHHAPOMOM IMIIOTHAPOTHYECKOI
IKTOAEPMAILHOM Tuciiazun. Kinnanyeckuii cryqaid.

Mypcasosa 3.111., Araesa I'.®., AddacaimneBa A.U., Aixacosa A.D.
Hayuno-Hccneoosamenvckuit Hnemumym Ieouampuu um. KA. @apaoicesot

Knwouesvie cnosa: 3kmooepmanvuas Oucniasus, mpuxooucniazus, OUCniazus 3y006, OHUX00UCHIA-
3Ust, OUCZUOPO3, AHZUOPO3, ZUHOZUOPO3.

CHHIPOM rHIIOrHAPOTHYECKOM IKTOACPMAILHOM JUCILUIA3HH - 3TO FeHeTHYeCKoe HApYLleHne Pa3Bu-
THSl IKTOAEPMbI XapaKTepu3ylolieecsi MOPOKAMHM PA3BUTHSA TAKHX JKTOAEPMAJIBHBIX CTPYKTYP KaK
K072, BOJIOCH], CAJIbHbIE U MIOTOBBIE KeJie3bl, BKJIKYAs 3y0bl, YIIIH, 171233, Fy0bl, 2 TAK:Ke HEHTPAJILHYI0
HEPBHYIO CHCTeMY. JTHOJIOTHS] CHH/IPOMA /10 KOHLA He u3BecTHA. CunTaercs, YT0 NPUYMHOM IKTO/ACP-
MAJILHOMH IMCINIA3MH SIBJISICTCH MyTalMsi FeHa (ayTOCOMHO-1OMHHAHTHOMH, ayTOCOMHO-peLeCCHBHOM, X-
CLEILUICHHOM TOMHHAHTHOM, X-CleIIeHHOH peneccHBHOI). 90% NpOLEeHTOB 4acToThl 3200/1¢BaEMOCTH
3THUM CHH/IPOMOM IPHUXOIMTCH HA MYMKCKOH MOJI. JKTOAePMAIbHAS JUCILVIA3USA B CJICACTBUH NeHCTBUSA
HA MOTOBBIC KeJsie3bl, MOAPA3/IeJAsACh HA I'MIIOAPOTHYECKYI0, AHTWIPOTHYECKYI0 M T'HIPOTHYECKYIO
AeJiuTes Ha 2 rpynnbl: - Funoapornyeckuii Tun (cunapom Kpucra-Cumenca-Typena) xapakrepusyercst
YMEHBIIEHHEM KOJINYECTBA MOTOBBIX KeJIE3. AHTHWIPOTHYECKUI TUI-OTCYTCTBHEM IMOTOBBIX KeJIé3. -
I'uaporuyecknii Tun (cunapom Kiioycrona, 3yGoHorreBoii cunapoM, cunapoMm Burtkona) xapakrepu-
3yeTcsi HOPMAJIBLHBIMH MOTO-BHIMH KeJIe3aMHU.

SUMMARY

Damage of the respiratory system organs in children with hypohydrotic ectodermal dysplasia
syndrome. Case report.

Mursalova Z.Sh., Agayeva G.F., Abbasaliyeva A.IL., Alkhasova A.F.
Scientific Researdh Insitute of Pediatrics named afier K.Y.Farajova

Key words: ectodermal dysplasia, trichodysplasia, dental dysplasia, onychodysplasia, dyshidrosis,
anhidrosis, hypohidrosis.

Hypohidrotic ectodermal dysplasia syndrome is a genetic disorder that impacts the tissues and organs derived
from the ectoderm, with a notable effect on the epidermis of the skin, resulting in developmental anomalies in
these tissues (It affects the skin, nails, sweat glands, and sebaceous glands, as well as, the ears, eyes, lips, teeth,
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and even the central nervous system). The etiology of this syndrome remains uncertain, it is hypothesized to
result from mutations in the ED genes. The inheritance pattern of these genes can occur through autosomal
dominant, autosomal recessive, X-linked dominant, or X-recessive, X-linked dominant, or X-linked recessive
modes. Males account for approximately 90% of patients diagnosed with this syndrome. ED is classified into
two groups based on its impact on sweat glands: hypohidrotic/ anhidrotic and hidrotic subtypes.

-The hypohidrotic subtype (Christ Siemens Touraine syndrome) is distinguished by a reduction in the number
of sweat glands, whereas the anhidrotic subtype is characterized by the absence of sweat glands.

-In the hidrotic type (Clouston syndrome, tooth and nail syndrome, Witkop syndrome) the sweat glands are
normal.
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