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Abstract

The present master’s thesis attempted to investigate the clinical profile and characteristics of Coffin
— Siris syndrome (CSS), with emphasis in language ability (phonological, phonetic, grammatical,
lexical and pragmatological) at preschool age. Coffin — Siris syndrome is characterized by mild to
severe intellectual disability, hypotonia, delayed development of speech or motor skills, hypoplasia
of fingers and specific facial features described as coarse. The research was based on a case — study
of a six-year-old boy with CSS diagnosis. Five different tasks were employed, in order to
investigate in a quantitative and qualitative manner the child’s linguistic and metalinguistic abilities.
The tasks included description of an image and the process of his favorite game, narration of a joke
and stories with succession of events, a word definition task, as well as a vocabulary test. The
participation of the child in all of the tasks were audio — recorded and then transcribed. The results
indicated that the child can describe an image sufficiently, according his age’s demands and his
diagnosis. He has some difficulties at narration, but with the suitable investigator’s questions, he
reaches the main aim. His definitional skills are at the typical age — level, using different types of
definitions. Results showed a better performance on noun definitions compared with adjectives or
verbs. Finally, his lexical knowledge is at a high level, whereas pragmatological skills are not. It
would be interesting for future studies to investigate in a multidimensional manner and on the basis
of a substantially bigger sample children diagnosed with rare syndromes, specifically with regard to

their language ability, because similar references are missing from the current literature.

Key — words: Coffin — Siris syndrome, language development and ability, definitional skill, lexical

knowledge



References

Apxaxng, A. (2005). INwaoikn didaokaAia kat 000TaoN TV KeWWEvwy. ABnva:

IMatakn.

Boywdépoukag, 1. (2008). TTpaypatoAoyikn avantuén kot Statapayég. Xto: A.
NwoAomnovAog (Emy.), Mwaoiki) avantuén kat Statapayés (oeA. 315 — 343).

AbBnva: Exdooeig Tonog kan I6iov.

Benelli, B., Arcuri, L., & Marchesini, G. (1988). Cognitive and linguistic factors in the
development of word definitions. Child language, 15, pp. 619 — 635.

Benelli, B., Belacchi, C., Gini, G., & Lucangeli, D. (2006). To define means to say
what you know about things: the development of definitional skills as
metalinguistic acquisition. Cambridge University Press, 33, pp. 71-97. doi
:10.1017/S0305000905007312

Bogershausen, N., & Wollnik, B. (2018, August 03). Mutational landscapes and

phenotypic spectrum of SWI/SNF - Related intellectual disability disorders. Frontiers in
Medical Neuroscience, Vol.11, article : 252. doi: 10.3389/fnmol.2018.00252

Borghi, A. M., & Caramelli N. (2003). Situation bounded conceptual organization in
children : from action to spatial relations. Cognitive Development, vol 18, pp. 49

—60. doi: 10.1016/50885-2014(02)00161-2

CafpinAidov, Z. (2003). Dwvntikn ovvetdnronoinon kat S1opfwon maidiv

TIPOGXOAIKAG Kol PTG ax0Alkng nAikiag. ABnva: Tonwbnto.

I'ewpyaxkomovAov, A., & I'ovtoog, A. (2011). Keipevo kat emkowvwvia. EAAnviki

yAwooa : Bewpia kar Stdaktikn. ABrva: TTatdkn.

MoAapag, M. (2018). H ikavotta S1dKpLong TV KEWEVIKOV EL6WV, OWS QUTH

avapépovial ato AvaAvTiko Tpdypappa (a@nynuaTikd, Teptypagikd,



EMYEIPNUATOAOYIK A, Kelpeva Tov divovy odnyieg) amd pabntég A’ kar XT°
Anpotikov, og povades Stapopetikol mpoid (AmAwpoatikn epyacia). EAANviko
Avouyto IMavemotipio / ZxoAn AvBpomotikev Xmovdav, Emotpeg g

Ayoyng, TTatpa.

Caramelli, N., Borghi, A.M., & Setti, A. (2006). The identification of definition
strategies in children of different ages. In G. Turrini, & F. Bianchi (Ed.),
Linguistica computazionale. Hypermedia for education and research (pp.155-

178). Roma: Istituti Editoriali e poligrafici internazionali.

Chomsky, N. (1991). Xvvraktikég dopég (pte. ®. A. KafouvkdnovAog). ABrva:

Neg@éAn.

Chomsky, N. (1998). The minimalist inquiries : the framework. MIT Occasional

Papers in Linguistics, 15.

Coffin-Siris Syndrome. (2013). Genetics Home Reference. AvtAn0nke amno:

https://ghr.nlm.nih.gov/condition/coffin-siris-syndrome

Coffin — Siris Syndrome. (n.d.). Patient Worthy. Retrieved October 24, 2018, from:

https://patientworthy.com/coffin-siris-syndrome

Coffin Siris Syndrome. (n.d.). National Organization for Rare Disorders. Retrieved

November 17, 2018, from: https://rarediseases.org/rare-diseases/coffin-siris- syndrome

Cole, M. & Cole, S. R. (2011). H avantuén twv nadiov. H apyn me {ong:
EYKLHOOVVN, TOKETOG, Bpeikn nAikia. ['VwOTIKI) Kal YUXOKOIVWVIKH avamtuén
Katd ™ vnrak kot péon nondikn nAkia (pte. M. LoApav). ABniva: Tunwbntw —
I'QPT'OX AAPAANOX (étog ékdoong mpawtdtumov 1989)

Aovpov, X. (2019). Xoykpion ¢ ikavotmTag oplopol 1wV Aé&ewV aTOUwY S1oQOPETL-
KWV NAIKIAK@V opddwv (Adaxktopikn Alatpipn). Anpokpitelo TTavemotpio
Opdkng / Tpnpa EAAnvikng @1AoAoyiag, Kopotnvr).

Feldman, R. S. (2009). EéeAiktikn} Yuyodoyia. Awa Biov avamtuén (pte. Z.


https://ghr.nlm.nih.gov/condition/coffin-siris-syndrome
https://rarediseases.org/rare-diseases/coffin-siris-%20%20syndrome
https://patientworthy.com/coffin-siris-syndrome
https://ghr.nlm.nih.gov/condition/coffin-siris-syndrome
https://ghr.nlm.nih.gov/condition/coffin-siris-syndrome
https://ghr.nlm.nih.gov/condition/coffin-siris-syndrome
https://ghr.nlm.nih.gov/condition/coffin-siris-syndrome
https://ghr.nlm.nih.gov/condition/coffin-siris-syndrome
https://ghr.nlm.nih.gov/condition/coffin-siris-syndrome
https://ghr.nlm.nih.gov/condition/coffin-siris-syndrome
https://ghr.nlm.nih.gov/condition/coffin-siris-syndrome
https://ghr.nlm.nih.gov/condition/coffin-siris-syndrome
https://ghr.nlm.nih.gov/condition/coffin-siris-syndrome
https://ghr.nlm.nih.gov/condition/coffin-siris-syndrome
https://ghr.nlm.nih.gov/condition/coffin-siris-syndrome
https://ghr.nlm.nih.gov/condition/coffin-siris-syndrome
https://ghr.nlm.nih.gov/condition/coffin-siris-syndrome
https://ghr.nlm.nih.gov/condition/coffin-siris-syndrome
https://ghr.nlm.nih.gov/condition/coffin-siris-syndrome

AvtwvonovAouv). ABrva: Gutenberg.

Gavriilidou, Z. (2015). The development of noun, verb and adjective definitional
awareness in Greek preschoolers. Journal of Applied Linguistics, 30, pp.

68-81.

Heward, W. L. (2011). INawdid pe e1dikég avaykes. Mia eloaywyr oty €181K1

exmaidevon (pte. X. AvpnepomnovAov). Abnva: Tomog. (€1og ékdoong mpwtotumov 2009)

Katn, A. (2009). I'"oooa kat emikotvowvia oto naidi (Z'€xd.). Abnva: Odvooeag.

Komavoidng, A. (2012). BpayvdaktuAia (ATOucia TV KEVIPIK®OV @aiayyov &

vronAaGia TV OVLX0POP®V). AVTANBNKe amo:

http://www.radiologyarchives.com/2012/10/blog-post _24.html

Kosho, T., Miyake, N., & Carey, J.C. (2014, August 28). Coffin — Siri Syndrome and

related disorders involving components of the BAF (m SWI/SNF) complex: Historical review
and recent advances using next generation sequencing. American Journal of Medical Genetics,

Part C, 166 : 241 — 251. doi: 10.1002/ajmg.c.31415

Kosho, T., Okamoto, N. and Coffin — Siris Syndrome International Collaborators.

(2014, August 28). Genotype — Phenotype Correlation of Coffin — Siris Syndrome caused by
mutations in SMARCB1, SMARCA4, SMARCE]1, and ARID1A. American Journal of Medical
Genetics Part C, 166C : 262-275. doi: 10.1002/ajmg.c.31407

Levy, P., & Baraitser, M. (1991). Coffin - Siris syndrome. Journal of Medical
Genetics. 28, p.338-341. AvtAnOnke amo: http://jmg.bmj.com/content/28/5/338.long

Mapivng, 0. (2008). Avantuén g obvtagng Kat g HopeoAoyiag og mondii pie
(LO10AOYIKT] AVATITLEN Kol 0€ IO e Sratapayég Adyou. Xto: A.
NwoAdnovAog (Emy.), Mwaootkn avamtoén kot Statapayés (oeA. 277 — 313).

ABnva: Exdooeig Tonog ka I6iov.

Maattanen, L., Hietala, M., Ignatius, J., & Arvio, M. (2018, July 28). A 69-year old


http://jmg.bmj.com/content/28/5/338.long
http://jmg.bmj.com/content/28/5/338.long
http://jmg.bmj.com/content/28/5/338.long
http://jmg.bmj.com/content/28/5/338.long
http://jmg.bmj.com/content/28/5/338.long
http://jmg.bmj.com/content/28/5/338.long
http://jmg.bmj.com/content/28/5/338.long
http://jmg.bmj.com/content/28/5/338.long
http://jmg.bmj.com/content/28/5/338.long
http://jmg.bmj.com/content/28/5/338.long
http://jmg.bmj.com/content/28/5/338.long
http://www.radiologyarchives.com/2012/10/blog-post_24.html
http://www.radiologyarchives.com/2012/10/blog-post_24.html
http://www.radiologyarchives.com/2012/10/blog-post_24.html
http://www.radiologyarchives.com/2012/10/blog-post_24.html
http://www.radiologyarchives.com/2012/10/blog-post_24.html
http://www.radiologyarchives.com/2012/10/blog-post_24.html
http://www.radiologyarchives.com/2012/10/blog-post_24.html
http://www.radiologyarchives.com/2012/10/blog-post_24.html
http://www.radiologyarchives.com/2012/10/blog-post_24.html
http://www.radiologyarchives.com/2012/10/blog-post_24.html
http://www.radiologyarchives.com/2012/10/blog-post_24.html
http://www.radiologyarchives.com/2012/10/blog-post_24.html
http://www.radiologyarchives.com/2012/10/blog-post_24.html

woman with Coffin — Sirris syndrome. American Journal of medical genetics. Part A, 2018; 1-

4. doi: 10.1002/ajmg.a.38844

Mannino, E. A., Miyawaki, H., Santen, G., & Vergano, S.A.S. (2018). First data from

a parent — reported registry of 81 individuals with Coffin — Siris syndrome: Natural history and
management recommendations. American Journal of medical genetics. Part A, 2018; 1-9. doi:

10.1002/ajmg.a.40471

Matsumoto, N., & Okamoto, N. (2014). Coffin Siris Syndrome. Orphanet: 1465.
Metaoppaon - Empérewa: Koopd, K. & Migehakdkn, E. Avianbnke ono:
https://www.orpha.net/data/patho/GR/-CoffinSiris-GrgrAbs321.pdf

Marinellie, S.A., & Johnson, C. J. (2002). Definitional skill in school-age children
with specific language impairment. Journal of communication Disorders, 35 (3),

pp. 241 — 259. doi: 10.1016/S0021-9924(02)00056-4

Marinellie, S. A., & Johnson, C. J. (2004). Nouns and verbs: a comparison of
definitional style. Journal of Psycholinguistic Research, 33, pp. 217-235. doi:
10.1023/B:JOPR.0000027963.80639.88

Marinellie, S.A. (2009). The content of children’s definitions : The oral - written
distinction. Child language teaching and therapy, vol 25, 1, pp. 89-102. doi:
10.1177/0265659008098662

Marinellie, S.A. (2010). The understanding of word definition in school — age
children. Journal of Psycholinguistic Research, 39, pp. 179 — 197. doi:
10.1007/s10936-009-9132-4

Markowitz, J., & Franz, S. K. (1988). The development of defining style. Oxford
University Press, International Journal of Lexicography, vol 1 (3), pp. 253 - 267.

Nippold, M.A., Hegel, S.L., Sohlberg, M.M., & Schwarz, L.E. (1999). Defining
abstract entities : development in pre-adolescents, adolescents, and young

adults. Journal of speech, language, and hearing research, 42, pp. 473-781. doi:


https://www.orpha.net/data/patho/GR/-CoffinSiris-GrgrAbs321.pdf

1092.4388/99/4202.0473

Zvdomnoviog, T 1. (2008). Ac&ikodoyia. Eioaywyn oty avdAvon g Aééng kot tov
Ae&iko0. ABnva: TTotdkn.

Owovopov, A. (2009). Avamtuén §180KTIKOL VAIKOD yia TNV aélomoinon g EIKOVOG
otn SidaokaAia g eptypaeng (StmAwpoatikn epyaoia). ITavemotipio

Beooaliag / TTondaywyiko Tunpa Anpotikng Exknaidevong, BoAog.

MNamnanAiou, X. @. (2005). H Avamntuén tn¢ Nwooag. OswpnTIKEG MPOCEYYIOELS KAl
EPeLVNTIKA SESOUEVA OO TNV TUTTLKN KAL ATITOKAIVOUOQ YAWOGTLKN) CUUTTEPLPOPA.

ABnva: Namnalnon.

MoAuvxpovoroUAou, 2. (2012). Maidia kat €dnPol pe ELGLKEG AVAYKEG Kal

Sduvatotntes. ABrva: 16iag.

[Tpaiov, X. (2008). Ztadia onpao1oAoyIKNG Kot Ae§IAOYIKTG avamTugng. Xto: A. N -
koAomovhog (Emp.), Mwoowkn) avdantoén kau dwatapayés (oel. 231 — 276). ABrva: Exdooeig

Tomnog ko I8iov.

Shprintzen, R. J. (2000). Syndrome identification for speech — language pathologists:

An illustrated pocket guide. Canada: Delmar.

Sternberg, R. J. (2007). I'vootikn PuyxoAoyia (pte. I. Bpayxwpitov). ABnva: Atpamnog.

(¢é1o¢ €kboong mpwtoTLTToL 2003)

duinmékn — Warburton, E. (1992). Ewoaywyr ot Oewpntikn) yAwogooyia. Abnva:
Ne@éAn.

Van der Sluijs, E.P.J. et al. (2018, November 08). The ARID1B spectrum in 143

patients: from nonsyndromic intellectual disability to Coffin — Siris syndrome. Genetics in

Medicine. doi:10.1038/s41436-018-0330-z

Vergano, S.S., Santen, G., Wieczorek, D., Wollnik, B., Matsumoto, N., Deardorff,



M.A. (2013). Coffin-Siris Syndrome. Synonym: Fifth Digit Syndrome. GeneReviews.
AvtAnOnke and: http://www.ncbi.nlm.nih.gov/books/NBK131811/

Vergano, S.S., & Deardorff, M.A. (2014). Clinical features, diagnostic criteria, and

management of Coffin — Siris Syndrome. American Journal of Medical Genetics. Part C. doi:

10.1002/ajmg.c.31411

Wikipedia, 2018 avoaktnpévo ano:
https://en.wikipedia.org/wiki/Coffin%E2%80%93Siris syndrome#cite ref-2

Zied, E. (2016, June 8). Le syndrome de Coffin-Siris (SCS). Maladies rares.
AvtAnOnke Qamno: http://toutrecent.blogspot.gr/2016/06/le-syndrome-de-coffin-siris-
scs.html#WnYNSKh] TU



http://www.ncbi.nlm.nih.gov/books/NBK131811/
http://www.ncbi.nlm.nih.gov/books/NBK131811/
http://www.ncbi.nlm.nih.gov/books/NBK131811/
http://www.ncbi.nlm.nih.gov/books/NBK131811/
http://www.ncbi.nlm.nih.gov/books/NBK131811/
http://www.ncbi.nlm.nih.gov/books/NBK131811/
http://www.ncbi.nlm.nih.gov/books/NBK131811/
http://www.ncbi.nlm.nih.gov/books/NBK131811/
http://www.ncbi.nlm.nih.gov/books/NBK131811/
http://www.ncbi.nlm.nih.gov/books/NBK131811/
http://www.ncbi.nlm.nih.gov/books/NBK131811/
http://www.ncbi.nlm.nih.gov/books/NBK131811/
http://www.ncbi.nlm.nih.gov/books/NBK131811/
http://www.ncbi.nlm.nih.gov/books/NBK131811/
http://www.ncbi.nlm.nih.gov/books/NBK131811/
http://www.ncbi.nlm.nih.gov/books/NBK131811/
http://toutrecent.blogspot.gr/2016/06/le-syndrome-de-coffin-siris-scs.html#.WnYN5Khl_IU
http://toutrecent.blogspot.gr/2016/06/le-syndrome-de-coffin-siris-scs.html#.WnYN5Khl_IU
http://toutrecent.blogspot.gr/2016/06/le-syndrome-de-coffin-siris-scs.html#.WnYN5Khl_IU
http://toutrecent.blogspot.gr/2016/06/le-syndrome-de-coffin-siris-scs.html#.WnYN5Khl_IU
http://toutrecent.blogspot.gr/2016/06/le-syndrome-de-coffin-siris-scs.html#.WnYN5Khl_IU
http://toutrecent.blogspot.gr/2016/06/le-syndrome-de-coffin-siris-scs.html#.WnYN5Khl_IU
http://toutrecent.blogspot.gr/2016/06/le-syndrome-de-coffin-siris-scs.html#.WnYN5Khl_IU
http://toutrecent.blogspot.gr/2016/06/le-syndrome-de-coffin-siris-scs.html#.WnYN5Khl_IU
http://toutrecent.blogspot.gr/2016/06/le-syndrome-de-coffin-siris-scs.html#.WnYN5Khl_IU
http://toutrecent.blogspot.gr/2016/06/le-syndrome-de-coffin-siris-scs.html#.WnYN5Khl_IU
http://toutrecent.blogspot.gr/2016/06/le-syndrome-de-coffin-siris-scs.html#.WnYN5Khl_IU
http://toutrecent.blogspot.gr/2016/06/le-syndrome-de-coffin-siris-scs.html#.WnYN5Khl_IU
http://toutrecent.blogspot.gr/2016/06/le-syndrome-de-coffin-siris-scs.html#.WnYN5Khl_IU
http://toutrecent.blogspot.gr/2016/06/le-syndrome-de-coffin-siris-scs.html#.WnYN5Khl_IU
http://toutrecent.blogspot.gr/2016/06/le-syndrome-de-coffin-siris-scs.html#.WnYN5Khl_IU
http://toutrecent.blogspot.gr/2016/06/le-syndrome-de-coffin-siris-scs.html#.WnYN5Khl_IU
http://toutrecent.blogspot.gr/2016/06/le-syndrome-de-coffin-siris-scs.html#.WnYN5Khl_IU
http://toutrecent.blogspot.gr/2016/06/le-syndrome-de-coffin-siris-scs.html#.WnYN5Khl_IU
http://toutrecent.blogspot.gr/2016/06/le-syndrome-de-coffin-siris-scs.html#.WnYN5Khl_IU
http://toutrecent.blogspot.gr/2016/06/le-syndrome-de-coffin-siris-scs.html#.WnYN5Khl_IU
http://toutrecent.blogspot.gr/2016/06/le-syndrome-de-coffin-siris-scs.html#.WnYN5Khl_IU
http://toutrecent.blogspot.gr/2016/06/le-syndrome-de-coffin-siris-scs.html#.WnYN5Khl_IU
http://toutrecent.blogspot.gr/2016/06/le-syndrome-de-coffin-siris-scs.html#.WnYN5Khl_IU
http://toutrecent.blogspot.gr/2016/06/le-syndrome-de-coffin-siris-scs.html#.WnYN5Khl_IU
http://toutrecent.blogspot.gr/2016/06/le-syndrome-de-coffin-siris-scs.html#.WnYN5Khl_IU
http://toutrecent.blogspot.gr/2016/06/le-syndrome-de-coffin-siris-scs.html#.WnYN5Khl_IU
http://toutrecent.blogspot.gr/2016/06/le-syndrome-de-coffin-siris-scs.html#.WnYN5Khl_IU
https://en.wikipedia.org/wiki/Coffin%E2%80%93Siris_syndrome#cite_ref-2

