TABELA 1: Critérios de Diagnóstico do TEA (usados na avaliação dos pacientes pela neuropediatra do CENEP-HC)
	A.    Défices persistentes na comunicação social e interação social em vários contextos:
	1.      Déficits de reciprocidade social-emocional

	
	2.      Déficits de comportamentos comunicativos não verbais 

	
	3.  Déficits no desenvolvimento, manutenção e compreensão das relações.

	B.    Padrões restritos e/ou repetitivos de comportamento, interesses ou atividades:
	1.      Movimentos repetitivos ou estereotipias motoras, uso de objetos, ou da fala

	
	2.      Insistência em fazer as mesmas coisas, não adesão a rotinas, ou padrões de comportamento ritualizado verbal ou não verbal

	
	3.      Altamente restritos, fixados a interesses que são anormais em intensidade ou foco 

	
	4.      Hiper ou hiporreatividade a estímulos sensoriais ou interesse incomum em aspectos sensoriais do ambiente.

	C.    Os sintomas devem estar presentes no período inicial de desenvolvimento:

	D.   Os sintomas causam prejuízo clinicamente significativo nas áreas social, ocupacional ou outras áreas importantes de funcionamento atual do paciente:

	E.    Estes distúrbios não são melhor explicados por deficiência intelectual (transtorno do desenvolvimento intelectual) ou atraso no desenvolvimento global


FONTE: DSM-V
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Figura 1: Fragmentos de DNA observados na amplificação da PCR e digestãoGenótipo homozigoto usual – TT (1, 2, 4, 7 e 8); Genótipo homozigoto mutante – CC (6); Genótipo heterozigoto – TC (3 e 5)
Fonte: SHAO et al, 2014
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Figura 2: Eletroforese em gel de poliacrilamida corado com nitrato de prata
M (marcador 100pb); Genótipo homozigoto usual – TT (3, 5, 7 e 9); Genótipo heterozigoto – TC (1, 2, 4, 6 e 8)


[bookmark: _GoBack]














image1.png
)/ B Outiook.com - prika.cord. X} ) rs9616915, in SHANK3 ger x \ | Arquivos - Passei Direto % Y 1) DSM- IV-TR.pelf

[) filey///C:/Users/Priscila/Downloads/rs9616915,%20in%20SHANK3%20gene%202014.pdf
o ——

c

Mol Biol Rep (2014) 41:1591-1595

1593

w1 2 3 4 s 6 7 e

200y

et 1oy

oy

Fig. 1 The SNP r9616915 at SHANKS gene was detected using
PCR-RFLP assay, and the digested polymersse chain’ reaction
product was separated on 4 % agarose gel electrophoress. Lanes 1,

. 8 homozygous TT genotype showed only one frsgment of
119 bp. lane 6 homzygous CC genotype showed one fragment of
103 bp. Lanes 3, 5 heterozygous TC genotype showed two fragmess
of 119 and 103 bp, lane Marker was 50 bp DNA ladder markers (The
fragments 16 bp was invisibl in figure)

The genotyping accuracy was verified by repeating
‘measuring 5 % randomly selected samples of all subjects,
and no difference in results was found between (data not
shown).

Statistical analysis

Statstical analyses were carried out in the SPSS V120
and the probability level accepted for significance was
P < 0.05. Goodnessof-fit 77 test was adopted to assess
Hardy-Weinberg Equiibrium (HWE) in. the controls.
Distributions of genotype frequencies were analyzed using
the Pearson's 7 test. In addition,a series of ests assuming.
a heterozygous, additive, or dominant genetic model were
also performed for the SNP by binary logistic regression.

Significant difference in genotypes of 1s9616915 was.
obsered between cases and controls by Pearson's 77 test
(72 = 6.92. P = 0.031). In binary logistic analysis model,
the carriers of the TC genotype showed 2. significant
decreased ASD risk as compared with those carrying the
TT genotype (OR 0529, 95 % C10.319-0.877, P = 0.014)
‘The dominant model analysis, that is by combining the TC
with the CC into an C carrier (TC+CC) group, showed that
the C carrier group also present significantly decreased risk,
compared with those carrying the TT genotype (O 0.550:
95 % CI 0335-0.903, P = 0.018). Due to the very low
frequency of the CC genotype (0.16 % in controls and
047 % in cases) in this study population, recessive model
was not performed. In the additive model, per-C allele
similarly conferred an OR of 0.582 (95 % C10.359-0.942,
P = 0.028). The results were also shown in Table 1.

Discussi

In this case—control study, we investigated whether
19616915 in SHANK3 gene was associated with risk of
ASD in a Chinese population. Our results suggested that
this commonly genetic variant strikingly decreased the risk
of ASD in China.

SHANK3 gene product expresses in primary cortical
neurons and also localizes in the spines [24]. As one of
postsynaptic skeleton proteins, it plays a crucial role in the
synaptic transmission responsible for communication
between neurons and thereby responsible for normal
behavior and communication. On the basis of previous
studies, SHANK3 protein has been extensively implicated
in synapse structure and function, exemplified by damaging
spine morphology [25, 27] and perturbing trans-synaptic
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