LWITO E NIFT

Nifty® mono e HeMHBa3MBeH NpeHaTaneH
CKPUHUHI Ha €eAWHEeYHU FeHU 3a TeLWKH
HacneaHw GonecTtu kaj perycor

Nifty® mono ru pgeTekTupa KIWHUYKMK
3HavYajHUTe U NPEeCcyAHU FreHeTCKM cocTojbu
Kou o cera He Dewe MOXHO fga ce ogpenar
co KJlacuyHaTa NIPT TexHonoruja,
OBO3MOXYBajKu nouesiocHa cauka 3a
noTeHuUuWjanHUTE pmu3numn no GpemeHocTa u

‘mono

MHOAUKALUNN
3A TECTUPAILE

Nifty® mono Mo>)xe fa 0BO3MOXXM BaXKHU
nHpopmauum ako:
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CRANIOSYNOSTOSIS SYNDROMES

34paBjeTo Ha NAOAOT

® NOCTANEH OA:

10-Ta ceamuua on 6pemeHocTa
® BPEME 3A U3PABOTKA:

10 - 12 paGoTHM pgeHa
® MATEPUJAN:

10ml nepudepHa KpB op, MajkaTa
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1. TatkoTo e noctap of 35 roauHu FGFR2 Crouzon syndrome
Apert syndrome
2. ma ynTpa3By4YHN aHOManuuU, Ha NnpumMep
ckpaTyBakbe Ha gonrute Kocku un aronemer NT Jackson-Weiss syndrome
(HyxaflHa NPOSMPHOCT), KON acoumpaaT Ha Pfeiffer syndrome
MOHOreHeTcKn 3a6OﬂyBaH’a FGFR1 Pfeiffer syndrome

SYNDROMIC DISORDERS

3. CakaTe ga nsberHeTe MHBa3UBHMU
AVjarHoCTUYKKM npouenypu (aMHUoueHTesa, BRAF
Guoncuja Ha XOPUOHCKM PEeCUYKM) KRAS

Cardiofaciocutaneous Syndrome

Cardiofaciocutaneous Syndrome Il

MAP2K1 Cardiofaciocutaneous Syndrome Il
MAP2K2 Cardiofaciocutaneous Syndrome IV
HRAS Costello Syndrome

4. maTe HacnlefeH PU3NK 3a reHeTCKUTe
cocTojbu Kow ce ncnutysaart

5. CakaTe pa 3HaeTe ancosyTHO ce CHD7 CHARGE Syndrome
TsC1 Tuberous Sclerosis | \
Tsc2 Tuberous Sclerosis |1
CKPWHWUHIOT Ha GonecTu Kowu ce
HacnepysaaT nMpeky efUHEYHU TreHu e COL2AT | Stickler Syndrome Type |
NMOAEOHAKBO BAXEH 3a npeseHuwuja u COL11A1 Stickler Syndrome Type I
KOHTpOJ‘Ia RE BPeMeRN aRoMaMil Rk X STAT3 Hyper-IgE recurrent infection Syndrome
oHoj 3a [layHoB cuHApOM
LMNA Hutchinson-Gifford progeria
SKELETAL DISORDERS
Bonectute «kou ce HacnepysaaT npeky COL1A1 | Osteogenesis imperfecta type |

eAVHEeYHU TreHu ce nojaByBaaT Kako
nocnepguua Ha CAMO E[LEH pedexTeH rex

Osteogenesis imperfecta type Il

Osteogenesis imperfecta type Il

Osteogenesis imperfecta type IV

Ho cera ce onuwaHu noseke opn 9,000 COL1A2 | Osteogenesis imperfecta type |l
BakBW DOSIEeCTU WMPYM CBETOT

Osteogenesis imperfecta type I

Osteogenesis imperfecta type IV

Hajronem pen on HWB npepgusBukyBaaT FGFR3 | Achondroplasia
AedekTn Ha nNJOAOT, MOMPEYEeHOCT uNu Thanatophoric dysplasia type |
eMpT Thanatophoric dysplasia type Il
Crouzon syndrome with acanthosis nigricans
Camo 5% opn oBne bonectn Mmoxe ebukacHo S0X9 | Campomelic dyspiasia

Aa ce neKkyBaaTt Acampomelic campomelic dysplasia

Campomelic dyspiasia with sex reversal

27 BOJIECTMHU I 18 FEHI/II NMOBEKE OA4 2000 MYTALUUU




30OLUTO NIFTSs) mono 20=)

HEWHBA3WUBEH NPEHATAJIEH
FEHETCKU CKPUHWUHT

Ha eaviHeuYHW reHn 3a TewWwKM HacneqHm
Bbonectu kaj betycor

CKEHWPAJ 3A TOKALUWNJA
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Nifty® mono pneTekTnpa HacnenHu cocToj6m KoutakT Tenedon: e-mail: ‘
Ha peTycoT KOM He MOXaT Aa ce AeTeKTMpaar +389 23133311 contact@ginekaliks.mk

npekKky octaHaTuTe NpeHaTaJIHN CKPUHUH3 U Appeca:

yn. 50 Ovsusnja 40/1-4 1000 Ckonje

YnTpasBy4YHUTe HaoOu He ce
ceKorall KOHeYHM A

Nifty® mono e ckpunuur Tect. He Tpeba pga ce ponecysaar
oAnyKW 3a TeKOT Ha ObOpemeHOCTa camMO BpP3 OCHOBa Ha

CeMejHaTa MCTOpMja BoOOMYaeHO He e pesyntatute o Nifty® mono. Llenta Ha Nifty® mono e pga ykaxe

,u,06ap MHAMKATOP 3a BepOjaTHOCTa, ako 6ebeTo uMa 3ronemMeH pusuk 3a reHeTcko 3abonysare ®mono
. OBO3MO>KyBaJkM HaTaMOWHO KNANHNYKO V\C!'II/ITyEaH)e co

3aToOa WTO oBUE HacnenHn COCTOJ6M ce WHBA3UBHU npeHaTanHu AUjarHOCTHUYKK MeToau.

npean3BUKAHW OF HOBU, T.H. “de novo,” CnpoBepyBatbeTo Ha OBOj CKPUHWHI OBO3MOXYyBa nMpoueHka 3a

nos3HaTtTu natoreHu n BepOJaTHO natoreHun BapI/IJaHTI/I Ha
reHeTCKn npomMeHun (MyTaLI,VIV') n3bpaHuTte reHn acouupaHu co HasegeHnute Gonectu. Nifty®

mono Tpeba aa ce cnpoBefyBa 3a€fHO CO reHETCKO COBeTyBatbe,
BKNY4YyBajKW W npenea Ha cemejHaTa uctopuja, co uen aa ce
oApefaT HajcoOABETHUTe NMpeHaTalHW nocTanku 3a koja u Aa
BkynHaTa cTanka Ha 3a4ecCTeHOCT Kaj 6uno TpyAHmua.
oBue cocTojbu e 1 Ha cekoe 1.500 geua References:
[1] Kong, Augustine, Frigge, et al, Rate of de nova mutations and
the importance of father's age to disease risk[J].
Nature. 2012, 488:471-475. E‘I:ll:
COCTOj6VITe KOW Ty geTekTupa OBOj [2] Toriello H V, Meck J M Statement on guidance for genetic
counseling in advanced paternal age(J].
CKpVIHI/IHI' ce I'IOBp3aHI/I co Hanpep,Ha Genetics in Medicine, 2008, 10(6(sad)457-460.

[3] Kong A, Frigge M L, Masson G, et al. Rate of de nova
BeIPECT [HE TETROBLNTE (Ha,El, 35 I'OJJ,VIHM) mutations, father's age, and disease risk[J].

Nature, 2012, 488(7412(sad)471-475. HYyBCTBUTENIHOCT Ha TeCTOT TOYHOCT Ha pe3ynrtartoT



