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XpoMOocOoMHble 6one3Hn — HacneacTBeHHble 3aboneBaHus, OOYCMOBMEHHblE WM3MEHEHVWEM 4ucra wnu
CTPYKTYPbl XPOMOCOM. Y1CrO ONMCaHHbIX TUMOB XPOMOCOMHbIX aHoMmanuin npubnuxkaetcs k 1000, na Hux 6onee 100
dOpM MMEET KIMMHNYECKN OYEPYEHHYIO KapTUHY U HasbiBaeTCs cMHApomMamMm. [InarHoCcTMka XpOMOCOMHbIX @HoManuvn
HeobxodvMMa B MpakTuKe Bpadvel pasHbix crneumanbHOCTeN (reHeTuK, akyllep-rMHekoror, negvartp, HeBponartorsor,
3HAOKPMHOMoOr u ap.). B coBpemeHHol mMeauumHe, BaxHbIM sBnseTcs obecneyeHne BbiCTporo AocTyna K nobon
uHdpopmMaumm. 31o TpebyeT NPUMEHEHNSA aBTOMAaTM3NPOBaHHBLIX cUCTeM 06paboTkm AaHHbIX. [1]

B kauvecTtBe pgaHHbIX, Tpebyembix AnS nonyvyeHus uHdopmauum o6 COCTOSHUWM NNoAa WUCMOoNb3yHTCs
pesynbTaTbl NpeHaTanbHON (4OPOAOBOW) ANArHOCTUKU

MpoBeaeHne npeHaTanbHOM pAuarHocTMkm B 6onee paHHMe wnu B Bomee nosgHue (Il TpumecTp
6epemMeHHOCTN) CPOKN MPUHLMNMUANbHO BO3MOXHO, OOHAKO B 3TUX CIlyvasiX OHa MPUMEHSETCA CPaBHUTENbHO PeaKo,
TaK Kak COMpsiXeHa CO 3Ha4YMTerNbHbIMU METOANYECKMU TPYAHOCTAMMU M aKyLLIEPCKMMW OCroXHeHnamu. CyllecteyeT
MHOXECTBO BMOOB WHBA3WBHbIX M HEWHBA3MBHbLIX LUMPOKO MCMOMb3yeMblX METOAOB MNpeHaTanbHOM AUarHOCTMKM.
MaTtepvanamun nnoga Ans LMTOTEHETUYECKMX M MONEKYNAPHbIX MCCNeOoBaHWN SIBNSOTCA BOPCUMHBI XOPWOHA WIn
nnaueHTbl, 3aMeTHO pexe — MynoBMHHAs KpoBb. BoOMbWMHCTBO npeHaTanbHbiXx uccnegoBaHun (4o 90%)
NPUXOANTCS MMEHHO Ha LUTOreHeTMyeckui aHanm3. OTO CBA3aHO C Oonblion gornen GepemMeHHbIX, MMEHLLNX
BbICOKWI PUCK pOXxAeHns pebeHKa ¢ XxpOMOCOMHOWN naTtornornen. AGCOMOTHBIMUA MOKa3aHUAMMN K KapnoTUNMPOBaHWIO
nnofa ABNATCA: - BO3pacT bepemeHHoW cBbie 35 neT; poxaeHue npeabigyliero peberka ¢ 6onesHbio flayHa nnm
OPYrMMWU  XPOMOCOMHbIMK  abeppaunsmu; - CeMeriHoe HOCUTENbCTBO XPOMOCOMHbIX NEPEecTpoek; - poXaeHue
npeabiayliero pebeHka ¢ MHOXECTBEHHbIMU MOPOKaMW pPasBUTUS; - BMOXMMMYECKME W yrbTpasBYKOBble MapKepbl
XPOMOCOMHbIX 6onesHeit y nnoaa.[2]

MpumMeHeHne aBTOMaTU3MpPOBaHHas cucTtemMa o0OpaboTKM [AaHHbIX XPOMOCOMHbIX NAaTONOrMn geten
nopgpasymeBaeT MCnonb3oBaHne Gonblioro obbema nHdopmMaumm, KOTopyo YAo6HO xpaHuTb B 6asax AaHHbIX. B
HaweM crny4yae Mbl WCMonb3oBanuM cucTeMmy ynpasneHus 6asamm gaHHbix MS SQL  Server Express. [Ons
HernocpeAcTBEHHOro co3fdaHus 6asbl Mbl uchmonb3oBanu nporpammy C#, KoTopas 3anucbiBaeT, CUYMTbIBAET,
o6HoBNsIEeT 1 yaanseT nHdopmaumo n3 6asbl. FMaBHoM KpuTepuem Bbibopa MS SQL Server Express sBnstoTCSA:

1) 6ecnnatHas CYB[;

2) BbiCcOKasi MacLuTabnpyemocTb;

3) yBobCTBO MHTErpaumm ¢ A3blkoM nporpammmpoBaHust C#;

4) BbICOKasi NPOU3BOANTENBHOCTb.

EAVMHCTBEHHBIN MWHYC, KOTOPbLIA MOXHO OTMETUTb 3TO TO, YTO 0Obem hannoB Gasbl AaHHbLIX HE MOXeT
npesbiwaTb 3 [6. OgHako 3Ty Npobremy MOXHO peLunTb NepexodoM Ha nnaTHyto Bepcuio CYB[ MS SQL Server.

Mowck nHcpopmauum no 6ase 4aHHbIX MOXET OCYLLECTBAATLCA HECKONbKUMMW MyTAMU:

1) 3anpoc no Ha3BaHUo 6onesHu;

2) 3anpoc no MoBpeXaeHHON XPOMOCOME;

3) 3anpoc no NoBpeXOEeHHOMY CErMEHTY.

C nomoLublo 3anpoca MOXHO MOMy4YnTb MHpOpMaLMIO O TOM, Kakas XpoMOCOMa MW CErMEHT MOBPEeXAEHb,
dakTop cnocobCTByOWMIA BO3HWKHOBEHMIO OOMe3HWn, cnocob neyveHusi, CUMMNTOMbI MaTarnornu, PUCK POXAEHUS
pebeHka C aHanornMyHoW naTonoruen U nNepcnekTuBy pas3sBuTUs pebEHka C Takon aHoManuewn. Takke Nonb3oBaTenb
MOXET CaMOCTOATENBHO NOMNONHATE MHOPMaLmio 6asbl AaHHbIX.

Takum 06pa3oM, wWCMonb30BaHWe aBTOMATM3VMPOBAHHOM CUCTEMbl 00pPaboTkM AaHHbIX XPOMOCOMHBIX
naTonorvin AeTen B pasfuyHbIX MEANLIMHCKUX YYPEXOEHNAX CYLLECTBEHHO COKpaTUT BPEMS Ha NMOMCK HeobXxoammon
MHpopMauuM O naTonoruM U MOMOXET MeAWMLUMHCKOMY paboTHUKY ObICTPO MOCTaBUTb AMArHO3 W HasHa4uTb
Heobxogumoe neyexune. PaspaboTaHHas nporpamma npocta B ynpasfieHWW, C HeW NErko CnpaBuUTCs Aaxe TOT, KTO
Aanek ot obrnacty MHPOPMAaLIMOHHBIX TEXHOMOTUIA.
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