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YTBEPXJIEHO

Ha 3ace/laHuu Kadeapsl JeTcKoi
3HIAOKPHHOJIOIMH, KITMHHYECKOH MreHeTUKH U
MMMYHOJIOTHH

31 aBrycra 2023 r.
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TEMATHYECKHUH IJIAH JIEKIIMOHHBIX 3AHSITHM IO
YYEBHOUJIUCHUILIIMHE «MEJUIUHCKAS TEHETHKA»
AJISA CTYAEHTOB 6 KYPCA IEJUATPUYECKOIO
D®AKYJIBTETA
Ha XI cemectp 2023/2024 yu. roaa
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«Ilpeamer  MEOMUMHCKOM  reHeTHKH. MeTonsl  MeaMKOreHeTHYeCKoro
uccienoBanus. OpraHu3auMs MeIHKOreHeTHYeCKOi cnyx6b1 B pecnybiuke
benapycs.

«CeMuoTHKa HaceACTBEHHbIX GoMe3Hel] y AeTel. DTanbl JMarHOCTUKH.
[IpuHumner nevenns. MNpodunakTuka HaceACTBEHHBIX Bonesneii».

«BpoxeHHbIe OPOKH Pa3BUTHS»

«IlpeHarabHas IMArHOCTHKA HAC/IECTBEHHbIX GOTe3Hel 1 BPOX/IEHHbIX TOPOKOB
pa3BuTHA. HeoHaTanbHbIi CKpUHUHDY

3asenyioumii kadeapoii A.B. Connuesa
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YTBEPXJEHO

Ha 3acelaHuu Kadeapsl JeTCKOM
IH/IOKPHHOJIOTHH, KTMHUYECKOM FreHEeTHKH M
MMMYHOJIOTHH

31 aBrycra 2023 r.

TEMATHYECKHUM IJIAH IPAKTUYECKHUX 3AHSTHI 11O
YYEBHOHW JUCUMILIMHE «MEJULMHCKASI TEHETHKA»
JUISI CTYJIEHTOB 6 KYPCA INEJAUATPHYECKOI'O
®AKYJIBTETA
Ha XI cemectp 2023/2024 yu. roaa

; 1. CemuoTHKA Hac/1eACTBeHHbIX Oos1e3Hedl y neTeii

i Oranbl AnarHocTHKy. [puHumnel nevenus. [Tpodunakruka Hacne CTBEHHbIX
Oonesneii. Tunbl HacnencTBeHHbIX Gonesneit. KimHuueckue mnpu3HAKH
HacleACTBEHHbIX Oosie3neil. OcobGeHHocTH ocMOTpa W (PU3MKAIBHOrO
obcne10BaHUs NALMEHTOB C HAC/IEACTBEHHOM MaToNOruei.
AMOynaTopHblif,  CTaUMOHAPHBIK ¥  CHEUMATU3MPOBAHHBIN  HTAmbl
JAWArHOCTHKH HacjelCTBeHHbIX Oonesneil. PaGora ¢ amarHoctHyeckumu
karaoramu. CHHApoMosioruyeckuit ananus. Pabora ¢ 6azamu maHHBIX npw
OLIEHKE KJIMHHYECKOM pesieBaHTHOCTH.
[lpuHuMnBl  sledeHMs  HACNEACTBEHHBIX  Gose3Hedl:  3THOTPOMHBI,
MaTOreHEeTHYECKHH, CUMIITOMATHYECKU, XUpyprudeckuil. ['eHHas Tepanus.
MOHHTOPHHT HEOTJIOKHBIX COCTOAHHMHN NPH HAC/IEACTBEHHBIX 3a60eBaHMsAX.
[IpodunakTuka HacneacTBEHHBIX 6ose3HEH,
Kypauus nauneHToB ¢ Hac1eCTBEHHBIMU 1 BPOXIEHHBIMU 607e3HAMU: cHop
kano® W aHamHesa 3aboneBaHusi; OOBEKTHBHBIH OCMOTp MalLMEHTA;
COCTaBjIeHHe MulaHa 0OC/Ie0BaHMs NalMeHTa; UHTEPIPeTaLus pe3y/bTaToB
n1abopaTOPHBIX U MHCTPYMEHTAIBHBIX METOI0B MCCIIEIOBAHMUS.

2. I'ennbie Goae3uun

Onpenenenne renueix Gonesueil. O6was XapakTepucTHKa. DTHONATOreHes.
PacnipoctpaHeHHOCTB reHHBIX GonesHeit. Kiaccuukauus reHHsix GonesHeil.
['eHeTHyeckue 0CHOBBI nomuMopdu3ma. [IpHHIMIBI AHATHOCTHKH.
KnnHuyeckne nposiB/ieHns HEKOTOPBIX ayTOCOMHO-AOMHHAHTHEIX (CHHAPOM
Mapdasna, Helpopubpomaros) PELECCUBHBIX (penunkeronypus,
MYKOBHCUHA03,  [JIMKOr€HO3bl), X-CUEMJIEHHBIX TeHHBIX OoJie3Heil

(MuoaucTpodus [lioweHa). [Nepsuunbie MMMyHOAEDHLHTDI: apdeKT «MyTauuu
OCHOBATeNA» Ha npumepe cuHapomoB Huiimerew u Jlyn-Bap.

i Kypauus nauMeHToB ¢ reHHbIMH GonesHsMH: cOOp *anob M aHamHesa
3aboneBanns; OOBEKTHBHBIM OCMOTP TNalMEHTa, COCTABIEHHE [J1aHa
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0bc/le10BaHus nNalMeHTa; MHTeprpeTaLys pe3ynbTaToB j1aGOpaTOpHBIX |
HHCTPYMEHTAJIbHBIX METOIOB HCCJIeJOBaHMS.

PeleHye TecTOBBIX 3aaHuil U CHTYALMOHHBIX 3124 110 TeMe MPaKTHYECKOro
3aHATHS.

3. Xpomocomubie Gostezun

Onpenenenne xpoMocomHbie GonesHei. PacnipocTpaneHHOCTE XpOMOCOMHBIX
Oonesneii. Knaccudukauus. Druonatorenes. Jlabopatopubie  MeToBI
AHArHOCTHKH. OCHOBBI LIMTOreHETHYECKOH 3aMUCH.,

[latorenes, kiuHuueckue MpOABICHHs, JWAarHOCTHKA HapyIeHWH Mo
ayTocoMam: cuHapoM JlayHa, cunapom Ilatay, CHHZpOM JaBapca.
[latorenes, knMHMYeCKMe mNPOSBAEHMS, IMArHOCTHKA HapyleHui o
MOJIOBBIM ~ XpPOMOCOMAM:  CHHApPOM Llepewesckoro-Tepuepa, CHHAPOM
Knaiinpenbrepa, cunapom JkelikoGea, cHAPOM TPOIHOI X-XpoMocoMmbl
CHMHIPOMBI YacTHYHBIX aHeymiouaui: cuuapom Ju JIxopmxu, CHHIPOM
Aeneuun 1p36, cunapom IMpanepa-Buam, CHHAPOM AHre/bMaHa; CHHAPOM
Jlexena.

Kypauus nauuentos ¢ XxpoMocoMHBIMU G01e3HSIMH: cbop xanob u aHamuesa
3aboneBaHus; OOBEKTHUBHBIM OCMOTp MAaUMEHTa; COCTaBJIEHHE [UIaHa
obcnenoBaHus MauueHTa; HHTEpPNpeTaUns pe3yabTaToB J1abOpPaTOPHBIX M
HHCTPYMEHTAJIbHBIX METOZ0B HCC/IEA0BAHUS.

Pewienue TectoBrIx 3anauuii u CHTYallHOHHBIX 3a/1a4 110 TeMe NMPaKTHYECKOro
3aHATHS.

4. Bosie3nu ¢ HacaencTBeHHOI NpeApacnoNoKeHHOCTbIO

[pynnel ¥ Ho3onoruueckue dopmbl  Goneswelt ¢ HacnencTBeHHOI
TIpE/IpacroIoKEHHOCThI0. XapaKTepHble 0COGEHHOCTH.

Onpenenenue, knaccupukauus u  remetnka MYJIbTH()AKTOPHATBHBIX
3abosieBaHuii.

MoHoreHHble popMbl Gos1e3Hel ¢ HacTeCTBEHHO MPeApacno0KEeHHOCTHIO.
MysbTHakTopHanbible 60Me3HH, NOTHIeHHbIe $bopmel. O6ime npusHaky.
Uuzodpenns, 6ponxuansuas acTMa, si3BeHHas 6onesHs, octeonopas, 6ose3Hp
Aunblreiimepa.

I"eneanornyeckuii ananmus npu MYJIBTH(HAKTOPHATBHEIX 3a60/1eBaHMSX.
[IpuHuMMnBI MEIHKO-T€HETHYECKOro KOHCYJIbTHPOBAHUSA npu
MyJbTH(AKTOPU-aNbHBIX Gonesnsx. [eHeTHuecKHii nacrnopr.

[Ipopunakruka.

Kypauus naumenros ¢ MYJIbTHQAKTOPHALHBIMH  3a60/1eBAHUAMMU cbop
Kano® M aHamHe3sa 3a6oNeBaHMA; OGBLEKTUBHEIN OCMOTp MalMeHTa;
COCTaBJICHHE MJ1aHa 00C/NeI0BaHUS MalMeHTa; HHTEpNpeTalus pe3y/bTaToB
1abOpaTOPHBIX M HHCTPYMEHTANBLHBIX METOIOB HUCCIIeJOBAHHS.

Pelienne TectoBrix 3ananuit no reme MPaKTHYECKOTO 3aHATHS.
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i 5. Meauko-reHeTH4ecKoe KOHCY/IbTHPOBaHHe, Ipenaranbuas
| AHATHOCTHKA HACJeJCTBEHHbIX 0oJsie3Hell M BpPOKIEHHBIX MNOPOKOB
pasBuTusi. HeoHaTanbHbI CKPHUHHHT.
[ToHsiTHEe O MeAMKO-reHEeTHYeCKOM KOHCYJIbTHPOBAHHH. Crpyktypa u
| DYHKLUMH MeIMKO-TeHETHYeCKOro ueHTpa. IlokasaHus /s HarnpasjieHus
CEMbH B MEIMKO-T€HETHYECKHI LEeHTp. KNMHMKO-reHeanornyeckuii MeToa B
MPaKTHKE  MEJMKO-FeHETHMYECKOr0  KOHCYJbTHpOBaHHWsA.  [IpuHUMMEBI
COCTaB/JICHHA M aHanu3a ponocioBHOW. [loHsTHe O reHeTHyeckoMm pucke.
Pacuer pucka npu MOHOr€HHBIX, XPOMOCOMHBIX M MYJbTH()AKTOPHATBHBIX
3ab0neBaHUAX. DTHYECKHE M [EOHTOJOTMYECKHE TNPHHLMIBI MEIHKO-
{ FeHETHYECKOro KOHCY/IbTHPOBAHHS.
‘ [lpeHatanbHas  OMArHOCTMKA  HACNEACTBEHHBIX  Oone3Hell.  Dtambl
NpEeHaTalbHOH JHArHOCTHKH XPOMOCOMHBIX GonesHeil. CKpMHHHIOBbIE
METO/bl MpEHAaTANbHOM JMAarHOCTUKU. TpaaMUMOHHBIN M HEWHBA3UBHBIH
MpeHaTalbHblii CKPUHMHI Ha aHeymiouauio. JlaGopatopHble MeTOABbI
MpeHaTalbHON  auarHoCTUKH. OCHOBBI mpeHatanbHOW Y3U-auarHocTHky.
Metonbl MHBa3HBHON npeHaTalbHON AMArHOCTHKM (GMONCHS XOpHOHa,
: aMHHOLeHTe3, KopaaueHTes). [Tokasanus u cpoku nposenenus. Obecneuenue
. SMHAEMHOJIOrHYecKoi 6e30nacHoCTH MpH OKa3aHHU MEAHUMHCKOH NMOMOLLH.
[IpenuMniaHTallMOHHAs reHeTHYeCKas JMarHOCTHKA.
CkpuHMpylOlIME NPOrpaMMbl HArHOCTHKH HAC/IEACTBEHHBIX OOe3Heil.
DTansl NpoBeICHUS HEOHATATBLHOIO CKPMHUHIA HA HAC/IEICTBEHHbIE GONE3HH.
OpraHu3aLus HEOHaTAILHOTO CKPHHUHIA HA PEHUIKETOHYPHIO, BPOXKAEHHbI
FHIIOTHPEO3, MYKOBHCLIMI03.
PelueHne TeCTOBBIX 3a1aHKi 10 TEME MPAKTHYECKOTO 3aHATHA.
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3aBenyrouuii kadpeapoii A.B. Connuesa



