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CuHgpom pgeneuun 22q11.2 / DiGeorge
Y peteit ¢ BPOXAEHHbIM CUHOPOMOM feneuun 22g11.2 CuHppom q;g?;chHpjeM
4acTo NPUCYTCTBYIOT CEpAeYHbIe HapyLueHus, npobnembl ¢ MMKpop,eneuMﬁ KUBbIMU
MMMYHHOM CUCTEMOWN N YMCTBEHHAA OTCTaNOCTb, KOTOPas
BapbMPYETCA OT JIErKOW 40 YMEPEHHON. Y HUX MOTYT
MPUCYTCTBOBATb TakXe NpobieMbl C Noukamu, mpobembl C CvHApOM Aeneuny 22q11.2 / 1/2,000!
NMUTAHUEM W/WUan CY[opOru. cuHgpom DiGeorge
C”H”p‘fM LT L CUHOpOM deneunn 1p36 1/5,0002 VI H(bOpMa LI,MH
Y peteli C BpOXAEHHbIM CUHAPOMOM feneuun 1p36
NMPUCYTCTBYET CNabblil MbILLEYHbIV TOHYC, CepAeYHble 6
HapyLUEHWA U NpoYMe BpoXKAEHHbIe AeEKTbI, YMCTBEHHASA ﬂnﬂ Te H
OTCTanocTb 1 Npobnembl ¢ NoBegeHWeM. MNpUMepHO y cuHApoM Angelman 1/ 12,0002
MOMIOBUHbI MPUCYTCTBYIOT CYAOPOrHL.
CuHgpom Angelman 3
Y neTell ¢ BPOXAEHHBIM CMHAPOMOM Angelman yacto CMHAPOM KOLLIa4bero kpuka 1/20,000
MPUCYTCTBYIOT 3a[€PXKa pa3BuTUA (Bpems, Koraa pebeHok (Cri-du-Chat)
HauyMHaeT CMaeTh, NOM3aTb U XOAUTb), CYAOPOru 1 Npobembl
C YAepPXaH1eM PaBHOBECUA U XOKACHWEM. OHU C TAXENOW cuHapoM Prader-Willi 1/10,0002
hopMOIi YMCTBEHHOI OTCTANOCTM U Y HOMbLUNHCTBA He
thopmMmpyeTca peyb.
CuHAPOM Kollavbero kpuka (Cri-du-Chat) unm munyc 5p O6uas YacToTa Ha3BaHHbIX MpnbnnsntensHo
[eTAM C BPOXAEHHbIM CUHAPOMOM KOLLIAYbero Kpuka CUHAPOMOB 1/1,000
(Cri-du-chat) xapakTepeH ManeHbKWUn BEC MPU POXAEHMUM,
ManeHbKas ronosa u ocnabneHHbIN MblLLEYHbINA TOHYC.
O6bI4YHO Tak¥e Npobnembl C MUTAHUEM U [bIXaHUEM. .
OHY TaK)Ke C YMCTBEHHbIM OTCTaBaHMEM B PA3BUTMH, 1. Nuss_b_aum et al 2007. Thompson anq Th_ompson_Genetlcs in
KOTOPOE BapbUPYETCA OT YMEPEHHbIX [0 TAXKENbIX hOPM. Medicine (7th edn). Oxford Saunders: Philadelphia.
2. http://www.genetests.org.
. ) . N I
CuHgpom Prader-Willi 3. http://www.nchi.nIm.nih.gov/entrez/disponim.cgi?id=123450.
Y peteii ¢ BpoxaeHHbIM cuHapomom Prader-Willi cnabbiii
MbILLIEYHBIA TOHYC 1 Npobnembl ¢ Habopom Beca. OHM Takxe
YMCTBEHHO OTCTAlOT B pa3BuTuK. B geTckom 1 B3pociom
BO3pacTe MPOMCXOAUT CTPEMUTENbHbIN Habop Beca u LOOTE
pa3BMBAaOTCA MEAULIMHCKME NPObneMbl, CBA3AHHbIE C
V36ITOUHBIM BECOM. ULTRAHELISKRIINING
YnbrpasByKoBOi CKPMHMHT IIJIOfA
[Tpuem: nu.-mit. 08.00-17.00 Loote ultraheliskriining npeanaraet Tect Panorama
B COTpyaHu4YecTBe ¢ nabopaTopueit Natera, KanudopHus,
Tammcaape Tes 47, Tanmmsu CaH Kapnoc. www.natera.com
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Panorama™ saBnsAeTcA HeMHBA3WBHbIM AOPOAOBbIM
TECTOM, C MOMOLLbIO KOTOPOTO AeNatoT CKPUHWUHI
cMHapoma [layHa v NpucyTCTBMA APYTUX FeHETUYECKNX
OTKNIOHEHWU, MPUUYNHON KOTOPbLIX ABNAOTCA
[OOMOMHUTENBHbIE NN OTCYTCTBYIOLLME XPOMOCOMBI B
DNA pebeHka. Tect Panorama cTanu ncnosb3oBaTb

C Havana 2013-ro roga n um uccnepoBanm
cneunduryeckme xpomocomnl 21, 18, 13, Xun Y.

PeBontoynoHHaa HoBas BO3MOXHOCTb
- TecToM Panorama Tenepb MOXHO

cAenatb CKPUHUHT CUHAPOMOB
MUKpoaeneuun

[lo HacTosLLlero BpemMeHn He 6b110 cnocoboB CKPUHMHTIA
MUKpoaeneuunn.

YNbTpasByk He iBNAETCA 4OCTOBEPHbIM, 0COBEHHO B
nepBOM TpMMecTpe 6epeMeHHOCTU. EANHCTBEHHbIM
cnoco6oM nonyyeHnss HaaeXHow MHhopMaLUK ABNAETCS
MCMoNb30BaHMe UHBA3MBHbIX MpoLedyp, Taknx Kak
aMHMOLIEHTE3, YeMy COMyTCTBYET PUCK NpepbiBaHNA
6epeMeHHOCTU. Panorama ABNSeTCA HeMHBA3UBHbIM,
cB06OAHBIM OT PUCKOB M CBEPXTOUYHBLIM COCOBOM
CKPUHMHIa MUKpodeneLumi.

YTo Takoe Mukpopeneyuna?

MuKpoaeneLmen HasbiBaloT NATONOMMIO XPOMOCOMbI,
MpU KOTOPOI ManeHbKaa 4acTb XPOMOCOMb!
OTCYTCTBYET. M3BECTHO, YTO HEKOTOpble MUKpoaeneLun
BbI3bIBAOT CrieympuIeckme reHeTuyeckmne CUHAPOMbI,
KOTOpPbIe CU/IbHO BAUAIOT Ha 340pOBbe pebeHka — B
TOM UKC/e YMCTBEHHAA OTCTaNnoCTh, Npobnemsbi

C cepaLeMm 1 AbixaHnem, npobemMbl C UMMYHHOW
CUCTEMOW 1 NUTAHUEM 1 MpoYdre NPobneMbl, B ciyyae
KOTOPbIX MOXET NoTpeboBaThCsA He3aMeaTenLHoe
nocnepofoBoe BMeLlaTenbCTBo.

3aBUCUT NI BO3MOMHOCTb POXAEHUA
pebeHKa ¢ Mukpoaeneyuen oT
BO3pacTa MaTtepu Uim UCTopuu
6one3Hn poaCTBEHHUKOB?

HeT. B oTinume ot cmHapoMa [layHa v HEKOTOPbIX
APYTrMX COCTOAHMIA, PUCK MPUCYTCTBUA KOTOPbIX
BO3pacTaeT C yBeMYeHMeM BO3pacTa MaTepu, B C/iyyae
20-11eTHeN MEeHLUHbI PUCK CTOMb e BbICOK, YTO U B
cnyyae 45-neTHel XeHLWMHbI. B 60M1bLUMHCTBE CllyyYaes
MUKpoZeneunm paHee 310 3aboneBaHve B poay He
NpUCYTCTBOBANO.

[onxHa nu A caenatb CKPUHWUHT
OTHOCUTE/IbHO MUKpoaeneyuin?

370 pelleHne cnedyeT cAenaTb BMeCTe CO CBOMM Bpayom
unu akyLlepom. Ecnm xenaete nonyuntb 60MbLLYIO
YBEPEHHOCTb OTHOCUTE/NBbHO 300POBbA CBOEro pebeHka,
TO MOXHO CienaTh 3TOT TecT, ecnv bepeMeHHOCTb
anunach He MeHee 9 Hepeneb.

Kak gencTByeT CKPUHUHI
MUKpoaeneunmn?

Tectom Panorama mnccnegytoT DNA pebeHka B KpoBu
matepu. Ans aToro y maTepu 6epetca obblyHasa npoba
KPOBMW.

B xoge Tecta otaensatotr DNA nnoga ot DNA matepu un
3aTeM AenatT CKPUHWHT, AN BbIACHEHWSA, eCTb /N Y
pebeHKa pUCK MPUCYTCTBUA KOHKPETHO MUKPOAEneLnn.
C noMoLLbIO TecTa AenatoT CKPUHUHT TONMbKO TEX MUKPO-
Aeneunin, KoTopble Bbi3blBalOT CUHAPOMbI, CYLLIECTBEHHO
BNAUSAOLLME Ha 300pOBbe pebeHka.

CUHAPOMBI M YacToTa UX NPUCYTCTBUS NMPUBEAEHbI Ha
APYroVi CTOPOHe AaHHOTO MH(OPMALMOHHOIO /IUCTA.

Hdgnj

Ecnu Mon pesynbtaT NoKasbiBaeT
BbICOKUN PUCK?

VIMeeT MecTo CKPUHUHT, a He AMarHoCTUYECKMiA TecT.
BaxHO 3HaTb, YTO He Y BCeX XEHLLMH, Yeil pe3ynbTaT
TecTa Panorama nokasbiBaeT BbICOKMIA PUCK,
poxpaaeTcs pebeHoK C MUKpoadeneunei, u He y

BCeX XEHLLIMH, Y KOTOPbIX poXaaeTcs pebeHok

C MUKpogeneuwuei, pesynbTaTt Tecta Panorama
MoKa3sblBaeT BbICOKUI PUCK.

MeHLLUMHaM, y KOTOpbIX pe3ynbTaT TecTa

nokasan BbICOKMI puUCK, cnefyeT OCyLLeCTBIATb
nocnegyroLLMii KOHTPO/b U CAeNaTb NOATBEPKAAIOLLMI
AMArHOCTVPYIOLLMIA TECT, HaNPUMEP aMHUOLIEHTES UK
XOPUOHOMOMCKIO BMECTE C aHaNn30M reHHOro Ynna.
OyeHb BaXHO NMPOKOHCYNbTUPOBATLCA C FEHETUKOM U
06CyanTb CO CBOMM BPavoOM AanbHenLne waru.

ae A nonyvy AONONHUTE/bHYIO
MHOPMaLMIO 06 3TUX COCTOAHUAX?

Ecnn xenaewb nonyuntb 6onbLue nHGopmaumumn o
TecTe Panorama v cuHgpomMax MUKpogeneuui, To
no)anyncra, NOCeT! Hally AOMALLHIO CTPAHMLY.
www.ultraheli.ee




