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AKTYyaJbHICTb. bmuseko 70% eMOpioHIB He peali3ylThCsl B
HapOIKECHHS JUTUHU 4YE€pPe3 HEBUHOIIYBaHHS BAariTHOCTI UM MOPYLICHHS
npouecy iMmiuiadTamli. OCHOBHOIO IIPUYMHOIO IILOTO € XPOMOCOMHI
aHOMaJli, K1 MPOSBISIOTHCS B SIKOCTI BTpaTu a00 HAsSBHOCTI JIOJATKOBOI
XpOMOCOMHM YM 1i 4YacTUHM. ToMy TmiepeaiMIUIaHTallliiHa TI'E€HETUYHA
IIaTHOCTUKA - € BAXKJIMBUM Aacl€KTOM B YCIIIIHOMY IIJTaHYBaHHI
BariTHOCTI.




IepexiMiianTaniiHAa reHeTHYHA
niarHocTuka (IIT'1)
Mertona BusBICHHS €éMOpPIOHIB, 1110 MalOTh T€HH1
Ta/ad00 XpOMOCOMHI aHOMaJIll 10 HEPEHECEHHS
e€MOpI1OHY B MOPOKHUHY MATKH.

Ionanbiie nepeHeceHHss eMOPiOHIB 0e3
XPOMOCOMHHUX AHOMAJIIN J03BOJISIE:

* 3aM00IrTH HAPOMKECHHIO TUTUHU 3
XPOMOCOMHHUMHU 3aXBOPIOBAHHSIMU;

* 3HU3UTHU PIBEHb PENPOJYKTUBHUX BTpAT MiJ]
Yyac BariTHOCTI;

* 30UIBIIIUTH YaCTOTY HACTAHHS BariTHOCTI B
nporpami MTYYHOIO 3arlTiAHCHHS
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HYOMY EMBPIOHU MOXYTb MATHU
I'EHETUYHY AHOMAUJIIIO?

* aHOMAJIII Ha PIBHI XpOMOCOM

Ilpuuomy, ooun euo namonozii
HCOOHUM YUHOM HE BUKIIOUAE
IHWUU.

* MyTallifl OKPEeMHX I'eHiB e



AK EMBPIOHU MOKYTb bYTU JOCJIIIKEHI?

JocaigkeHHA
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AK IMTPOXOAUTDH JOCIIIAKEHHA?
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METOJM TOIMIIJIAHTAIIAHOI JIATHOCTUKU

IHOJIIMEPA3HA JTAHIIIOTI'OBA PEAKIIIS 0o360/i5€ 6usgumu maxki namonozii saK:
MYKOBICIIHU 103

-  BHCHa)XXJIMBUH Kallleib

- HaAOPSIKJIICTH OOIUYYSI
Ta KIHI[IBOK

- Jiapest

- 3OyTTA

Cystic fibrosis is a
hereditary disorder
characterized by lung
| congestion and infection
and malabsorption of
nutrients by the pancreas

- HyZHoTa



IIJIP 0o360515€ 6usieumu
OEHIVIKETOHYPIIO

Phenylketonuria

Mantal retardation

AJIbOIHIZM

BHUCHIIAHHS aJIEpTr1YHOTO XapaKTepy Ha
Hypopigmentation

K11

Increase Tyrosine

in diet
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Autosomal recessive

MMOPYHICHHA B pPO3YMOBOMY PO3BHUTKY 11 Phenylketones

: ~ In urine
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IIJIP 0o36015€ 6usieumu
XOPEIO TEHTIHI'TOHA

MOPYIIIEHHS MIMIKH
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METOIU JOIMILIAHTAUIAHOI TIATHOCTUKH

FISH -giarnocruka:
A03BOJISIE

BIJIIBPATU EMBPIOH 3A CTATTIO

OOO’H‘

Embryo biopsy PGD Selection of healthy
embryos by gender



FISH -AiarHOCTHKA:

H03BOJIAA€

MPOBECTHU CKPUHIHT AHEYILJIOIIIII EMBPIOHIB 3A 9
XPOMOCOMAMUM (13, 15, 16, 17, 18, 21,22, XiY) y

Hanpukiaa, BUKJIIOYUTH TAKY
HANNOIIHUPEHIIIY MATOJIO0rI0, AK

xBopo0a /layna

Growth failure
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FISH -IiarHOCTHKA:

A03BOJIA€ BUKJ/IIOYUTH

Short stature
Characteristic
facial features
Fold of skin

Constriction
of aorta

Low hairline

Shield-shaped

thorax Poor breast
Widely spaced development
nipples

Elb
Shortened o

def it
metacarpal IV eformity
Small

Rudimentary
fingernails

ovaries

Gonadal streak
(underdeveloped
gonadal
structures)

Brown spots (nevi)
No menstruation

cunapowm Ilaray

Cunapom lllepemeBcskoro-Tepaepa
Ta iH.



IHHOPIBHAJIBHA TEHOMHA I'lBPU/IN3AIIA (CGH)
BUKOPHUCTOBYETHCS

e JIJIfi CKPUHIHTY aHeYIJIOIAiM eMOPiOHIB 32 BCiMa XPOMOCOMAMH y BUIIAIKAX
MHOKHUHHMX HEBJAJIUX HUKJIB JONOMIKHMX PENPOAYKTUBHUI TEXHOJIOTiH

*3BUYHOI0 HEBUHOIIYBAHHSA BAriTHOCTI NIPU KAPIOTUIIOBO HOPMAJIbHHUX
eMOpioHax



JloiMIIaHTAlIMHA TeHETUYHA
AIArHOCTHKA He 1a€ a0COTIOTHUX
rapaHTiid CTOCOBHO YCIIIIIIHOIO
BUHOIIYBAHHA BAriTHOCTI HABITH
MicJIsi CKPUHIHTY BCiX XpOMOCOM

OnHak TUCAYI AiTeHd y CBIiTI
HAPOAWJINCH IiCJIsI 3ACTOCYBAHHA
TOIMILJIAHTAIIMHOI TJIarHOCTUKH.



AAKYrO 3a
yBsaza2y!




