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HELLO!

NHOM 6
Lé Thuc Hung
Ng6 Viét Nhat Thanh
Du Van Ngoc
Bui Minh Quan
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Bang phan cong 4

NHOM 6
Lé Thac Hung ( gidi thiéu chung, dich té)

Ngo Viét Nhat Thanh ( bénh can, sinh ly
bénh, chuan doan p.lam sang, diéu tri)
Du Van Ngoc ( triéu ching, chuan doan

p.can lam sang )

Bui Minh Quan ( nghién cdu mgdi, power
point)
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Noi Dung

1. Gidi thiéu chung 5. Triéu chung
2. Dich té 6. Chuan doan
3. Nguyén nhan bénh 7. Diéu tri
sinh

8. Nghién cdu mdi
4. Sinh ly bénh




Huntington la bénh gi
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Bénh ly di truyén gen troi

Mua gidt, triéu chirng thdn kinh tém
thdn va suy gidm nhén thire tién trién

Thuwong bat dau & tudi trung nién.

Chén dodn bang xét nghiém di truyén.

f

Thdn nhén cdn huyét cdp mét nén ditkoc
tw vdn di truyén trudc khi tién hanh xét™
nghiém di truyén.

£

Piéu tri chd yéu ld ho tro.







HD Prevalence Estimates
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Cua bénh huntington




Bénh trbi trén NST thuong

v . A ~ . . R HTT HTT Healthy neuron
Lap lién tuc b6 3 CAG tai Huntington - gene trén
chromosome 4 (4p16.3). et
CAG ma hoa cho amino acid glutamine — R—— - .

DO xuyén thau (Penetrace): 100% mang bénh khi lap
CAG tir 26 lan tr& Ién

Cang nhiéu lan 13p bd 3, cang nhanh phat bénh/ 535 CAG 1
R ; . » repetitions .
triéu chirng cang ndng. el & —_— A

-> In vét: Di truyén tir b6 hodc me nhan téi nhiéu triplets

?
o con Mutated HTT Mutated HTT Neuron
degeneration

Thé hé sau nay phat bénh cang s&m va triéu
chirng cang nang

gl )
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Figure 7-20 Graph correlating approximate age of onset of Huntington disease with the number
of CAG repeats found in the HD gene. The sofid line is the average age of onset, and the shaded
area shows the range of age of onset for any given number of repeats. See Sowrces &
Acknowwledgments.
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Lap lién tuc b6 3 CAG tai Huntington

CAG ma hoda cho amino acid glutamine

-> Dan dén 1 protein c6 nhiéu Glutamine hon binh
thuong

-> polyglutamine disorders (roéi loan da glutamine)
Xay ra chu yéu tai : thé van (striatum), nhan dudi
(caudate), béo sam (putamen)
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OAN VAN PONG

Chuyén dong khéng theo y mudn: mua giat, cirng hodc co rut
co (loan trwong luc co)

Chuyén dong mat cham hodc bat thudng
G3p van dé trong viéc gilr thang bang va phdi hop cac dong tac
Khé khan trong viéc ndi va nubt

Suy yéu trong cac hoat dong tu y: anh hwdng I&n dén kha nang
lam viéc va cac hoat dong hang ngay
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| LOAN NHAN THUC

sap x&p va tap trung vao mot van dé

Thi€u linh hoat va cé xu huwdng bi mac ket vao mét hanh vi hay
chuyén doéng nao dé

Thi€u kiém soat cdm xuc dan dén su bung phat hanh dong ma
khéng suy nght

Tinh duc btra b3i, thi€u nhan thic vé hanh vi va kha nang cda
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chinh minh
Kha ndng hiéu y nghia 1&i ndi cla nguwdi khac suy giam

Kho tim duoc 1&i thich hgp dé ndi, khd khan trong viéc tiép
nhan thong tin mai




Ol LOAN TAM THAN

Tram cam.

Thuong ndo va nhirng thay doi sau dé trong chirc nang nio:
Cam giac kho chiu, budn ba hodc tho o, xa lanh x3 hoi

Mat ngd, mét moi va mat nang luong

Thuong xuyén nghi dén cdi chét

MOt so roi loan tdm than khac: R6i loan dm anh cudng ché,
R6i loan ludng curc..




3 VI THANH NIEN

Mot dang bénh Huntington it phd bién hon duoc
goi la dang vi thanh nién (Juvenile).

Cé xu hudng tién trién nhanh hon so vai dang khéi
phat & nguoi lon

Thay d6i hanh vi: kho tap trung, mat ki ndng hoc
tap hodc thé thao trudc day, sa sut trong hoc tap.

Thay d6i vé thé chat: cac co co cirng anh huéng
dén dang di (dac biét la & tré nhd), run hodc cl
dong nhe khong ty chu, thwong xuyén bi nga, co
giat (dé nhan thay nhat trong khi viét, cé cac ctr
dong vo thire, dong kinh)..
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CAN LAM SANG
Ky thuat sinh hoc phén tlr: dé€m sé lan [3p CAG trén
gen Huntingtin

Xét nghiém : ky thuat Southern Blot

Ko xét nghiém cho tré -> ko c6 liéu phap lam cham
tién trién bénh nén ko lam xét nghiém khi chua cé
triéu chirng
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Family tree- Huntington's = 143

. Woman with Man with
Huntington's Huntington's
™, Woman Man without
without { Huntington's
Huntington's
Lisa Liam —

- 20
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.]'uhn Alz.h: Emma Jo Paul

Lesson 7 ‘

Figure C-24 Segregation of an HD gene mutation in a family with Hun-

1
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tinglon disease and a Southem blot analysis of polymerase chain reaction 12 34
products derived from amplification of the CAG repeats in exon 1 of the D
gene. Each allale penerates a full-langth fragment a5 well 23 two or more shortes -

|
fragments because of difficulties with the polymerase chain reaction (PCR) acoss

a Iriplet repeat. Notice that the affected father and daughter bath have an allele [
with a full mutation (43 CAG repeats] and a normal allabe (19 and 16 repeats, .
raspectivaly). The daughter’s unaffacted mother and her waffected patermal uncle

have MO alleles with a nomial number of CAG repeats. See Sourcas &

Acknowdacyments.
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LAM SANG
Biéu hién tang dong (Hyperkinesia)
Kh&i phat : Tang dong cha y
Do d6 gidm chuyén ddng mat
D&u Gordon Il

The luvdi dai
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Khoéng coé diéu tri dac hiéu, chi cd gidm nhe triéu chidng
biéu tri:
Tetrabenazine hodc Tiapride gitp chéng tang dong (
hyperkinesia),
Thudc an than khdng dién hinh (Atypical neuroleptics) cho
tinh trang loan tdm than
SSRIs cho nhitng ngudi bi tram cadm

Liéu phap tam li va vat ly tri liéu : am ngit tri liéu va tri liéu tam ly

Tiaprid PMCS® 100 mg
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Michael Hayden (thudc dai hoc British Columbia) dang
nghién ctru vé mat loai thudc mai cé tén 1a Pridopidine

Pridopidine c6 tinh chon loc cao vai thy thé SIR.

S1R 14 thu thé trén té bao than kinh va c6 tac dung trong
viéc bi€t hoa va bao vé t€ bao than kinh. Pong thoi cling
coO chirc nang trong hoat dong nhan thirc cia ndo bo.

Thudc dang trong giai doan thir nghiém 3 trong viéc hd
trg chirc nang cho nhirng nguo1 b1 Huntington

pridopidine
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Neurocrine Biosciences da nghién ctru 1 loai 3\:=' Vatbemasios {-- :
thubc mai cé tén 1a valbenazine dé diéu tri ol . :‘ge
mua von (chorea), triéu chirng cr déng vé y %; °. | B8
thire. : fa -
o O
° . .' --': ,i?‘::i .':-:“"‘P'm“'

Thubc nay dwoc nghién clru dé diéu tri nhirng o el b
ngwdi bi tang dong (dyskinesia). e -E- \w% ‘

* 0 g Frcephin
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Valbenazine co tac dung wc ché kénh VMTA2, O
-> 1am cho kénh nay khong thé bom dopamine vao KO]@;’I}
bén trong cac béng dan truyén than kinh. H \/\[\J\

-> Tir d6 gilp lam giam kich thich tai hé hach nén (
basal ganglia ) HENJ-""»T/
-> gidm rbi loan cdm xuc, gidam tang dong.



https://en.wikipedia.org/wiki/Dopamine

Thanks!

Any questions?
Tham khao
https://www.researchgate.net/publication/2477

68745 How Many People Have Huntington D
isease

Thompson & Thompson Genetics in
Medicine
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