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Materials for the selected specialty

Tun: Kencel | Obpa3osaHue: Boicwee obpa3zosaHue | Cneunannsauna: NeHeTuka | 3anucein: 2

NeHeTuKa - Keuc 1
Obpa3oBaHue: Boicliee obpasoBaHue | Cneunanmsaums: NeHeTurka

1. YCJIOBUE CUTYALUOHHOU 3A0A4YU
1.1. Cutyauusna

ObpaTunacb MaTb pebeHka On5 YTOYHEHUS AMarHo3a y cbiHa. Manbyuk 1,5 roga.

1.2. XKanooObl

Ha oTcTaBaHue B pocTe 1 MOTOPHOM 1 Pa3BUTUN, TYrOMOLBMIXHOCTb CYyCTaBOB.

1.3. AHaMHe3 3a0oneBaHus

C poxanoeHna 3aTpyaoHeHHOE HOCOBOE AblXaHUe. B nepsble MeCAubl XKU3HN OANarHOCTUPOBaHa
auncnnasma TasobenpeHHbIX CyCTaBOB, OBYCTOPOHHS NaxoBas rpbixka. B 1,5 roga - nyno4vHas rpbika.
MoTopHOe pa3BuTUE C 3a4EePXKKON: CaMOCTOATENIbHO CMAMT € 1 roga, XoaAuT C NOAAEPIKKOM.
3agepxka pocTa.

Ha BTOpOM roay »*Xn3Hu rnosiBuiacb TyronoaBMXHOCTb CycTaBoB. B 1,5 roga KoHCyibTUpoBaH
o)TaNbMOJSIOrOM, YCTAHOBJIEHO NMOMYTHEHNE POrOBULLbI.

1.4. AHaMHe3 XXU3HMU

Manbyunk oT 2 6epeMeHHOCTHN, poanCS B CPOK, NMpu poxxaeHnn macca 3950r, gnvHa 55cMm. OueHka no
wkane AMrAP 7/86. Pognncsa B yoOBNeTBOPUTENbHOM COCTOSHUN.

eHeanormyeckuin aHamHes: 6pak He KPOBHOPOACTBEHHLIN, POAOC/IOBHAA He oTAroweHa. Pogurtenu
3p00poBbl. CTapwwuii 6paT 10 neT KANHNYECKN 340P0B.

1.5. O6beKTUBHbIN CTATyC

PocT 73 cm (MeHee 3 ueHTens), Bec 11,5 kr (50 weHTeNb), OKPY>XHOCTb roJioBbl 52 cm (6bonee 97
ueHTens). Mpybble YepThl LA (LUMPOKasa NnepeHocuLla, rmnoniasnsa CpeaHen TpeTun amua, nyxsble
rybbl, MPUOTKPLITbLIN POT, MaKpPOrI0CCKS), TYrONoOABUXXHOCTb U KOHTPaKTYpPbl JIOKTEBbIX U KOJIEHHbIX
CyCTaBOB, YBe/IMYEHNE Pa3MepoB XNBOTa, NyNoYHas rpoika, yeenmdeHue nevexn ({plus}3 cm n3 noa
Kpas pebepHol oyru), ABYCTOPOHHASA NaxoBas rpbhxa.

1. AnarHos

1. Bonpoc

Hanbonee BepoATHLIM NMpepnosiaraeMblM KIMHUYECKUM OMarHO30M B flaHHOW CUTyauun SIBNSIETCS
3aboneBaHne 13 rpynnel

1. Mykononucaxapupo3os
2. HaceACTBEHHbIX MMOMATUI
3. rIMKOreHo308

4. HapyLeHUA MUTOXOHAPUANBLHOIO 6eTa-0KNCNEHNS XXUPHbBIX KNCNOT

MpaBusibHbIA OTBET: MyKONOJIMCaXapuao30B



KommeHTapun: CoveTaHne KIMHUYECKMX MPOsiIBAEHWI B BUAe rpybbix 4epT Aunua, TYronoaBuXHOCTH
CYyCTaBOB, 3a[lep>XXKW POCTa, MAaKPOKPaHUKN, MOMYTHEHMUS POrOBULLbI, TPbLIXX MO3BONAET Bpayvy
NnpeanosioXnTb MyKOMNOJINCaxapuao3 1 SBAseTCs OCHOBaHMEM AJ1S AajibHellero obcnenoBaHus.

MeToaunyeckmne pekoMeHaauum no paHHen gnarHocTnke Mykonoavcaapnosos, 2019r. (cTp. 10-11)

KoMmMeHTapun: OCHOBHbIE KJIMHUYECKUE NposiBSieHNUs: rpybble YepTbl nLa, yMCTBEHHAs OTCTalOCTb,
NMOMYTHEHMNE POroBuULbl, TYroNoaBMXXHOCTbL CycTaBoB [1-3].

KnuHunyeckue pekoMmeHaauum. Mykonosvcaxapunos | Tuna y geTen.

(1)

2. NMnaH o6cnepoBaHus

2. Bonpoc

Onsa yToyHeHMsa amarHo3sa, rnepebiM 3TanoMm, Hanbonee LuenecoobpasHo NpoBeCTU
1. nccnegoBaHue XeNYHbIX KUCNOT MOYK

2. nccienoBaHme CcnekTpa aMMHOKUCOT MOYM MeTOoAOM XpOMaTOFpaCbI/II/I

3. uccnepoBaHUe 3KCKpPeLum riMKo3aMUHOINIMKOHOB (aepMaTaHcynbdaTta u
renapaHcynbcgarta) c MO4YOH

4. nccnepoBaHue akTUBHOCTM JIMO3OCOMHbIX (hepMeHTOB (rugponas)
5. nccneposaHme skckpeuum Meam ¢ MO4om
6. KapuoTUnupoBaHmne

npaBMﬂbele OTBEeTbl: UccJsienoBaHue 3KCKpeuvuum rimKkosaMmMHOINJIMKOHOB

(nepmaTaHcynbgaTa M renapaHcynb@arta) C MOHOW; UCClIef0BaHUE aKTUBHOCTH
JINO30COMHbIX (pepMeHTOB (rugponas)

KoMmMeHTapuu: MauneHTaM C Nofo3peHnemM Ha MyKomnosimcaxapmnaos nepsbiM 3TarnoM obciienoBaHus
PEKOMEHA0BaAHO MCC/IeloBaHNe 3KCKpeLmn AepMaTaHcyibdaTa U renapaHcyibgaTta C MOYon. ITu
roka3aTesnn SBNS0TCS OCHOBHbIMU NabopaTopHbLIM KpuTeprammu Mykononncaxapugosa 1 tuna (MNC 1
TUMa): onpefensieTcs NMoBbILEHHbIA YPOBEHb AlepMaTaHCyb(aTa 1 rernapaHcysibdaTa B MoYe.

KnunHnyeckune pekomeHgaumu. Mykononmcaxapuaos | Tuna y neTten.

(1)

KoMMeHTapumn: nokasaTesnn akTUBHOCTU (hepMEHTOB JIN30COM ABAAIOTCA OCHOBHbIMUK N1abopaTOpHbIMUK
KpuTtepusamu MIC. Y naumeHTos ¢ MIMC | Tuna onpenensaeTcs CHUWKEHME aKTUBHOCTU
anbda-L-maypoHnaassl.

KnnHnyeckune pekoMmeHgaumu. Mykononmcaxapuaos | Tuna y geten.

(1)

4. Pe3synbTaTbl 006CnepoBaHus
4.1. UccnepoBaHUue 3KCKpeL WU rimKko3aMUHOINJIMKOHOB
(nepMmaTaHcynbdaTa M renapaHcynbdaTa) ¢ MOYOH

Mo pe3ynbTaTaM OL4HOMEPHOro 3JieKTpogdopesa rMMKO3aMUHOIIMKAHOB BbisiBJIeHa MNOBbILLIEHHasA
3KCKpeuuns renapaHcynbdaTa U gepMaTaHcynbdaTa C MOYOW, 4TO XapakTepHo ana MIC I, Il n VI
TUMOB

4.2. UccnepoBaHue akKTUBHOCTHU JIMO30COMHLbIX (hepMeHTOB (ruaponas)

Mo pe3synbTaTaM NCCNefoBaHNSA BbISBJIEHO PE3KOE CHMXKEHME aKTUBHOCTW aNbga-naypoHngasbl 4o
0,03 MkM/n/4 (Hopma 1-25 MKM/n/4)


https://library.mededtech.ru/rest/documents/cr_49
https://library.mededtech.ru/rest/documents/cr_49/#paragraph_1fk21
https://library.mededtech.ru/rest/documents/cr_49
https://library.mededtech.ru/rest/documents/cr_49/#list_item_jeth4
https://library.mededtech.ru/rest/documents/cr_49
https://library.mededtech.ru/rest/documents/cr_49/#list_item_ef1n0

3. ANropMTM MOJIEKYJIAPHO-reHeTU4YeCcKoro obcnepoBaHma (aumarHosa)

3. Bonpoc

Ona yToyHeHUsa gMarHo3sa Ha BTOPOM 3Tane rnoka3aHo rnpoBefeHne MOJIeKYJIIpHO-reHeTu4yeckoe
nccnenoBaHme reHa

1. _PAH_ (OMIM: * 612349)
2. _IDUA_ (OMIM:* 252800)
3. _GALK1_ (OMIM: * 604313)
4. _GALE_ (OMIM: * 606953)
MpaBunbHbi oTBeT: _IDUA_ (OMIM:* )

PebeHKy C KIMHNKO- 1abopaTOpPHbLIMM OaHHbIMM MYKOMJIMCaxapuho3a PeKOMeHA0BaHO NpoBeAeHne
MOJIEKYJISIPHO-TEHETUYECKOr0 NCCIelOBaHNSA: BbiaBJIeHe MyTauuin B reHe _IDUA _, kogupytoLem
anbda-L-naypoHnaasy.

KnunHnyeckune pekomeHgaumu. Mykononmcaxapmaoos | Tuna y neTten.

(1)

6. Pe3yﬂbTaTbl MOJIEKYNIAPHO-reHeTu4YeCcKoro mccsienosaHumsa reHa

6.1. IDUA (OMIM:* 252800)

MeTonOoM NPsIMOro aBTOMaTU4ECKOr0 CEKBEHNPOBaHNSA NMPOBELEH MOJHbIN aHanu3 reHa _IDUA
(OMIM:* 252800; NM_000199.3) B 3k30He 2 reHa _IDUA_ BbIIBJIEH BapnaHT HYKNE€OTULHON
rnocnenoBatenbHOCTK €.208C>T (GIN70TER) B roMO3MrOTHOM COCTOSIHUWN. BapraHT onmncaH Kak
naToreHHbln B 6a3e gaHHbIX No MyTaunam HGMD (CM930424).

4. lnarHos

4. Bonpoc

Ha ocHoBaHMM NOy4YeHHbIX Pe3YbTAaTOB KJNHMKO-TabopaToOpPHbIX NCCenoBaHui npobaHay
YCTaHOBJIEH ANArHO3

1. Mykononucaxapupo3 1 tuna. Cunppom lNypnep
2. FnukoreHoBas 6onesHb 1 Tuna
3. FanakTto3emunsa 1 Tuna

4. Mykononncaxapuaos 2 tuna. CuHapom XaHTtepa

MpaBunbHbIN oTBeT: Mykononucaxapmpaos 1 tuna. Cungpom N'ypnep

KomMmeHTapuun: OuarHo3 MIMC | ycTaHaBAMBaeTCA Ha OCHOBAHUM COBOKYMHOCTU KJIMHUYECKNX OaHHbIX,
pe3ynbTaToB 1abopaTOPHOro NCCIEA0BAHNA U MOJIEKYNAPHO-TEHETUYECKOro aHan3a.

KnunHunyeckune pekomeHgaumn. Mykononmcaxapmaos | Tuna y neTten.

(1)

8. lnarHos
8.1. Mykononucaxapupno3 1 tuna. Cunapom lNypnep
5. MpodunakTtuka (MeauKo-reHeTU4YECKOEe KOHCYJIbTUPOBaHUe)

5. Bonpoc
Tun HacnegoBaHMA MyKonosnmcaxapmgosa 1 Tuna (OMIM:* 607014)

1. ayTOCOMHO-peLeCcCUBHbIN


https://omim.org/entry/612349
https://omim.org/entry/252800
https://omim.org/entry/604313
https://omim.org/entry/606953
https://omim.org/entry/252800
https://library.mededtech.ru/rest/documents/cr_49
https://library.mededtech.ru/rest/documents/cr_49/#list_item_527mr
https://omim.org/entry/252800
https://library.mededtech.ru/rest/documents/cr_49
https://library.mededtech.ru/rest/documents/cr_49/#paragraph_83roc
https://omim.org/entry/607014

2. X-cuenseHHbIn OMUHAHTHbIN
3. X-CLLeNNEHHbIN pPeLLeCCMBHbIN
4. ayTOCOMHO-AOMMUHAHTHBbIN

MpaBuJibHbIA OTBET: ayTOCOMHO-PEL,EeCCUBHbIN

KnnHnyeckue pekomeHgauum. Mykornosvcaxapunos | Tuna y geTen.

(1)

6. Bonpoc

Puck noBTopHOro poxaeHuns 6onbHoro pebéHka c 3Tum 3aboneBaHnem B 06cnenoBaHHON CeMbe
1. cocTtasnseT 15% He3aBUCUMO OT nona

2. OTCyTCTBYET

3. cocTtaBnseT 50% He3aBMCMMO OT nona

4. cocTtaBnset 25% He3aBUCUMO OT noJsa

MpaBunbHbLIN OTBET: cocTaBnseT 25% He3aBMCUMMO OT noJsa

B cny4ae ayToCOMHO-peLeccuBHbIX 3ab0neBaHN, PEKYPPEHTHbLIN PUCK cocTaBnsaeT 25%

I'Ip|/| ayTOCOMHO-peueCCnMBHOM 3aboneBaHnun poanTenn ABNATCA reTepo3nroTHbIMM HOCUTENAMN
MYTaHTHOIO reHa

KoMmeHTapuit: AyTOCOMHO-PELLECCUBHbI TUM Hac/lIe40BaHMSA XapakTepusyeTcsa nepenayen 3aboneBaHus
OT 340pOBbIX poAuTenen AeTaM C BEePOATHOCTbIO 25%

FeHeTuka. Y4ebHuk ong sysos/Moa. pen. akagem. PAMH B.U. iBaHoBa. - M.: KL, «AkagemkHura», 2006,
2007 - 639 c.:nn., cTp. 453, cTp. 455

7. Bonpoc

B naHHOM 6pake C BbICOKMM puUCKOM Mykononncaxapuao3a | Tuna

1. panbHenwee oeTOpPOXKAEHME NPOTNBOMNOKa3aHoO

2. DanbHenwee aeTopoxageHme pekoMmeHayeTcd C NCnoJib3oBaHMeEM OJOHOPCKUX MOJIOBbIX KJIETOK

3. npeHaTaJibHada AMNarHoCTKa He NoKa3aHa

4. peKoMeHaoBaHO nNpoBepneHue npeHaTaanoﬁ AUArHOCTUKHU NpPU HacTynJieHum cnep,ylou.l,eﬁ
OepemMeHHOCTH

npaBMﬂbelﬁ OTBEeT: PpeKOMeHAoOBaHO npoBeneHue I'IPEHaTaﬂbHOﬁ AUArHOCTUKHU npu

HacCTynJieHuM cnepyiowen 6epeMmeHHOCTH

KommeHTapuu: lNMpeHaTanbHasa AMarHoCTMKa pekoMeHaoBaHa ans ntobon nocnenytowlern 6epemMeHHOCTH B
CeMbsX, OTArOoLEeHHbIX XoTs 6bl ogHUM cnyvaem MIICI.

KnuHunyeckue pekoMmeHaauum. Mykonosvcaxapunos | Tuna y geTen.

(1)

6. JleueHue

8. Bonpoc

TpaHcnAaHTaumMm KOCTHoro mosra (TKM) nauneHTaMm € MyKonoamcaxapugo3om 1 tuna
1. pekoMeHaOBaHa 00 AO0CTUXEHUA 2-X JiIeTHEro BospacTa
2. pekoMeHaoBaHa nocsie 10 neTHero Bo3pacTa

3. He pekoMeHOOBaHa


https://library.mededtech.ru/rest/documents/cr_49
https://library.mededtech.ru/rest/documents/cr_49/#paragraph_vanug
https://library.mededtech.ru/rest/documents/cr_49
https://library.mededtech.ru/rest/documents/cr_49/#paragraph_b422p

4. pekoMeHOoOBaHa

MpaBusbHbIA OTBET: PEKOMEeHAOBaHa A0 AOCTUXXEHMUA 2-X JIETHEro Bo3pacra

KomMMeHTapuun: PekoMeHO0BaHO NpoBefeHmne TpaHCnJlaHTaunum KOCTHOro Mo3sra naymeHtam ¢ MMNC 1 c
eHoTUNOM ['ypiiep cMHOpPOMa 00 OOCTUXKEHUSA Bo3pacTa ABYX sieT. TKM BefeT K yMeHbLUeHUIo pa3MepoB
neYvYeHu 1 cesieseHkKu, yayyweHno GyHKUNN OblXaTeIbHON U cepAevyHO-CoCy AUCTON CUCTEM.

KnuHunyeckue pekoMmeHaauum. Mykonosvcaxapunos | Tuna y geTen.

(1)

9. Bonpoc
BceM peTam ¢ Mykonosmcaxapugo3om 1 Tuna nokasaHo rnposefeHne
1. reHHOM Tepanuu

2. ¢pepMeHT3aMeCcTUTEJIbHOM Tepanum JlJapoHuaa3son M3 pacyerta 100 E[l/kr B Buge B/B
uH(pY3UM exxeHepesbHO

3. TpaHCNaHTaunn ne4vyeHm

4, ouneToTepannn C UCKNK4YeHneM KasenHcoaep>Kalmx npoaykKToB

MpaBunbHbLIK OTBEeT: hepMeHT3aMecTUTEe/IbHOM Tepanum JJapoHuaa3on us pacyerta 100

EQ/xr B BUpe B/B MH(Y3UM exxeHepenbHO

KoMmMeHTapumn: PekomeHO0BaHO npoBefeHne pepMeHTHOM 3amecTuTenbHom Tepanumn (O3T). O3T
npoBoANTCA NapoHmnpason (kog ATX A16AB05).

KnuHunyeckue pekoMmeHaauum. Mykornonvcaxapunos | Tuna y geTen.
(1)

KommeHTapuu: B 1 Mma pacteBopa cogepxutcsa 100 EL (npnbnnsmtensHo 0,58 Mr) napoHunaasbl. 9To
pekoMbuHaHTHas hopMa YesnoBeyeckon anbda-L-naypoHmnaassl, NponM3BoaMas C UCMOJib30BaHNEM
TexHoNornm pekombmHaHnTHoOM JHK B KNeTOYHOM KybType KUTancKmx xoMsa4kos. P3T npefHasHavyeHa o4
BOCCTAHOBJIEHNA YPOBHSA 3H3MMaTUYECKON aKTUBHOCTMN, AOCTATOYHOIr0O A8 FMAPOJIN3a HAaKOMJIEHHbIX
rIMKO3aMUHOMJIMKaHOB 1 AN NpefoTBpalleHnsa nx gasjsbHenwero HakonaeHus. Nocne seegeHns
NlapoHnaasa 6bICTPO BbIBOAUTCS N3 CUCTEMHOIO KPOBOTOKA M MOrOLaeTCsa KIeTKaMn, NocTynas B UX
JIN30COMBbI Yepe3 MaHHO030-6-hocdhaTHbIe peLenTopbl. PeKOMeHO0BaHHbIA PeXUM L03UPOBaHUA:
exxeHepesibHoe BBefeHMe B fo3e 100 E[l/kr B BuAe B/B MHY3UN.

(2)

10. Bonpoc

depMeHT 3aMecTUTesIbHaa Tepanusa eTAaM C TpaHcnaaHTauMen KocTHoro mosra (TKM)

1. NpoTUBOMNOKa3aHa 13-3a BO3MOXXHbIX aJIIepruyecknx peakumin 1 pocta aHTUTen K hepmeHTy
2. NpoBOAMTCSA TONILKO A0 NMPOBeAeHMs onepaumn

3. He nposBoAUTCA

4. nposoauTtca o TKM u B TeyeHun 3-x mecsueB nocsie TKM (mo BoccTaHOBNEHUA
HOpPMaJiIbHOro YPoBHA co6cTBeHHOro chepMeHTa)

MpaBunbHbIN OTBET: NpoBoauTCA A0 TKM n B TedeHun 3-x mecsueB nocsne TKM (po

BOCCTAaHOBJIEHUS HOPMAJILHOIO YPOBHA CO6CTBEeHHOro (pepMeHTa)

KoMMeHTapun: hepMeHT 3aMeCcTUTE/IbHYO Tepanuo JJapoHN4a30i MOXXHO UCMOJb30BaTh Nepen
TpaHCMIaHTaunen KOCTHOro Mo3ra, HernocpeACcTBEHHO NOC/Ie Hee, a TakXXe MocJsie TpaHCnIaHTauum.

KnuHunyeckue pekomeHaauum. Mykonosvcaxapunos | Tuna y geTen.

(1)


https://library.mededtech.ru/rest/documents/cr_49
https://library.mededtech.ru/rest/documents/cr_49/#list_item_7d9da
https://library.mededtech.ru/rest/documents/cr_49
https://library.mededtech.ru/rest/documents/cr_49/#list_item_ak297
https://library.mededtech.ru/rest/documents/cr_49/#list_item_ak297
https://library.mededtech.ru/rest/documents/cr_49
https://library.mededtech.ru/rest/documents/cr_49/#paragraph_2pr15

7. BapuaTtus

11. Bonpoc

MaymeHTamM Cc Mykonoancaxapnaosom 1 Tuna, peabmunmtaunoHHble MeponpuaTusa u dmnsmnotTepanms
1. NnokasaHbl C 5-neTHero Bo3pacTa

2. He NokKasaHbl

3. noKa3aHbl U pa3pabaTbiBalOTCA MHAUBUAYAJNILHO

4. noKasaHbl NayMeHTaM, He noayydatlowmm hepMeHT 3aMeCcTUTESIBHYIO Tepanuio

MpaBuabHbIA OTBET: MOKa3aHbl U pa3pabaTbiBalOTCA MHAUBUAYAJIBHO

KomMeHTapuu: NayneHTy ¢ MyKonoJsimcaxapmnaosom | Tuna pusmotepanesToM 1 Bpadom-JIOK
pa3pabaTbiBaeTCA MHAMBMAYaAJbHbLIA KYypC peabnantaunmn, BKAKYaLWNA Maccax, ned4ebHyto huskynbTypy,
hunsnoTepaneBTNYECKUE NpoLenypbl (MarHUToTepanuo, TepMoTepannio, yAapHO-BOJIHOBYIO Tepanuio,
meTon buonormyeckonm obpaTHOM CBA3U N Apyrue npouenypsbl).

KnunHnyeckune pekomeHgaunn. Mykononmcaxapmaos | Tuna y geTten.
(1)

KommeHTapun: PeabunuTtaymoHHble Kypcbl (Maccax, JI®K, dhmnsmonpouenypsbl, NCMX0N0ro-nefarormyeckas
NMOMOLLIb) »XeslaTesJIbHO NPOBOANTL B YC/I0BUAX AHEBHOI0 CTauMOHapa NpoBOAUTCA C YacToTon 3-4 pa3a B
rof, AJINTENIbHOCTb - ONnpefenaeTCs TSKECTbIO COCTOAHMS U OTBETOM Ha MPOBOAMMbIE MEPONPUATUS.

(2)

12. Bonpoc

MaumeHTaM ¢ MyKornoancaxapmugo3om 1 Tmna, B TOM YUC/e Nosyyarowmm hepMeHT 3aMeCcTUTESbHYIO
Tepanuio, CMMNTOMaTUYeCcKas Tepanus

1. He noka3aHa

2. NOKa3aHa TOJIbKO B CTaLMOHaPHbIX YCI0BUAX

3. nokasaHa

4. nokasaHa [0 Ha3Ha4YeHUs pepMeHT 3aMeCcTUTEeSIbHON Tepanumn

npaBMJ‘Ibelﬁ OTBET: NOKa3aHa

KomMmeHTapuu: 3aboneBaHne uMeeT MyJIbTUCUCTEMHYIO NpUpoay 1 HeobpaTuMble, MporpeccupytoLlmne
KJIMHMYECKne nposiBaeHuns, 4To 0bycnoBiMBaeT HeobX0AUMOCTb HabtloAEeHNS HE TONTbKO Y3KUMU
cneyranncTaMmm (OTOPUHOSTAPUHIOIOraMn, XUpypramMmmu-optonenamn, opTasbMosioraMu, Kapanosoramu,
ny/bMOHOJIOraMn, HEBPOMATOJIOraMu, CTOMaToI0ramMmmn), HO U usnoTepanesTamMu, Joroneaamu,
ncuxosioramm v paboTHUKaMM NaNINaTUBHBIX CIYyXO.

KnuHunyeckue pekoMmeHaauum. Mykorosvcaxapunos | Tuna y geTen.

(1)


https://library.mededtech.ru/rest/documents/cr_49
https://library.mededtech.ru/rest/documents/cr_49/#paragraph_569c8
https://library.mededtech.ru/rest/documents/cr_49/#paragraph_569c8
https://library.mededtech.ru/rest/documents/cr_49
https://library.mededtech.ru/rest/documents/cr_49/#paragraph_1qnbe

NeHeTUKa - KeMuc 2

O6pa3osaHue: Bricluee obpa3osaHue | Cneunanmsaums: FeHeTnKa
1. YCJIOBUE CUTYALUOHHOU 3A0AYN

2. Cutyaumusna

Poautenu obpaTUAnCh K Bpady-reHeTuKy no noBoay yTOYHEHUS AnarHosa y CbiHa B Bo3pacTe 5 feT.
Ha KoHcynbTauuio pebéHka HanpaBu y4acTKOBLIN neanaTp.

2.1. XKanoObl

Ha 3aaep>Ky MOTOPHOIO 1 pe4eBoro pasBuTus.

2.2. AHaMHe3 3aboneBaHusn
I'Icmxo-pequoe N MOTOPHOE pa3BnTnNE C Baﬂ,ep)KKOVI.

MoTopHOe pa3BuUTUE: rON0BY OEPXUT ¢ 2,5 Mec., cnauT ¢ 10 mec. (nocne Kypca Maccaa), nonsaet
11 mec., X0OUT CaMOCTOATEJIbHO C 2 JieT.

MNcuxo-pedeBoe pa3BuTHE: NepBble Cl0Ba B 2 roda, € 3,5 neTt hpasosas peysb.

3HaeT poguTenen, Nnpocbbbl BbINOSIHAET He BCe.

2.3. AHaAMHe3 >XXU3HHU

PebeHoK OT nepBon bepeMeHHOCTU, NpoTeKaBLen Gnsnonornieckn. Pogntenn Monoabl U 340p0OBbI:
MaTb - 28neT, oTey - 29 neT, B KPOBHOM POACTBE He COCTOAT.

Ponbl B Cpok, camocToaTeNbHble. Bec npu poxaeHun 3600r, pocT - 51 cm. 3akpunyan cpasy. OueHka
rno wkane Anrap 8/9 6annos. BeinncaHbl 4OMON B CPOK.

PaHHee pa3BuUTUE C 3a0€PXKKON.

2.4. OO BbEeKTUBHbIN CTAaTyC

Ha npueme npobaHa - Manb4umk, 5 net. POCT Ha MOMeHT ocMoTpa - 106 cm (25-50 ueHTKAbL), BeC - 16
Kr (10-25 ueHTub), OKPYXKHOCTb rooBbl - 54 cm (97 ueHTUNb).



O6BEKTUBHBIN CTATYC

1. AnarHos

1. Bonpoc

Ha cdoTorpacdmmn-1 B 06eKTUBHOM CTaTyCe NpencTaBs/ieHbl Takne PEeHOTUNMNYECKNE NMPU3HAKN KakK

1. acuMMeTpua Nuua, BbiCTynaloLWwmuii 106, LWWMpoKasa CNUHKA HOCa, BbiIBEPHYTas HUXKHAA ryba,
KPUNTOPXU3M

2. y3Koe nnmuo, CKOLUEHHbIN 06, KOBOBUAHbINA HOC, Y3Kaa HNXKHAA ry6a, MaKpPOOPXU3M

3. ancnponopuna NINUEBOWN 1 MO3roBON YacTwn yeperna, y3KI/|IZ no6, annasns CNUHKK Hoca,
BbICTYMalkOWaa BEPXHAA ry6a, rmnocnagua

4. nnockoe nmuo, LIJI/IpOKI/IVI nob, BbICTyMNawlWada nepeHocnua, pacllesnnHa ry6b|, rMnoroHaanmsm

MpaBunbHLIK OTBET: aCMMMETPUA JinLa, BbICTyNalowWun y100, LULMPOKaA CNMHKA HOCA,

BblBEPHYTasaA HUIXKHAA ry6a, KPpUNnTopXmu3sm

TEPMUHOJIOTMYECKNI CNIOBAPb

Kosnosa C.W., Oemnkosa H.C. HACJIEACTBEHHbIE CUHOPOMbI 1 MEOVUKO-TEHETUYECKOE

KOHCYJIbTPOBAHUE:ATnac-crnpaBoyHuK.3-e n3g., nepepab. n gonosiH. M.: T-Bo Hay4HbIX nsgaHunn KMK;
ABTopcKkasa akagemusa. 2007. 448c., 236 wn.

2. Bonpoc

Ha coTorpachum-2 B 06bekTUBHOM cTaTyce 0bHapy>XeHO HapyLLleHne CTPOEHUS KUCTEN B BUAE
1. noNMMAaKTUINN N CNHOAKTUNJINN

2. KOHTpPaKTYyp MeXdasiaHroBblx CycCTaBoOB

3. KIVWHOOAaKTUInMnN MNM3INHUEB

4. 6bpaxmnpakTnamm



MpaBusibHbIA OTBET: KOHTPAKTYP MeX(asNaHroBbIX CyCTaBOB

TEPMUHOJIOT MMECKNW CNTOBAPb

Ko3nosa C.U., Oemunkosa H.C. HACJIEACTBEHHbLIE CUHOPOMbI N MEOWKO-TEHETUYECKOE
KOHCYJIbTUPOBAHUE:ATnac-crnpaBoyHuK.3-e n3g., nepepab. n gonosH. M.: T-Bo Hay4HbIx nsgaHunin KMK;
ABToOpcKas akagemus. 2007. 448c., 236 w.

3. Bonpoc

YunTbiBas gaHHble aHaMHe3a, 0cobeHHOCTK CDEHOTI/II'Ia, Hanbonee BEPOATHLIM rnpeannosiaraeMbiM
aonarHo3om sBnsietcs 3aboneBaHne n3 rpynnbl

1. XpOMOCOMHbIX CUHA,POMOB

2. COeAVHNTENbHO-TKAHHbIX ANCMNIa3ni

3. TMMOKCNYECKUN-neMnyecknx nopakeHmm LIHC
4,

HacsleaCcTBEeHHbIX bonesHen obMmeHa BelecTB

MpaBuJsibHbIA OTBET: XPOMOCOMHbIX CUHAPOMOB

C KJIMHNYECKOW TOYKM 3PEHNS YNCI0BbIE HAPYLLUEHNS ayTOCOM XapaKTepuU3yTCs CieayoLWmnmMm 0CHOBHbIMI
npu3HaKaMmu:

* BHYTPUYTPOOHas UM NocTHaTallbHas 3aflep>xkKa pocTa;

* KoMnnekc ,D,VICMOpCbI/I‘-IeCKVIX HapyLIJeHI/IIh, 0CcoBeHHO aHOMannnM nnuua, ANCTallbHbIX OTOE/IOB KOHEYHOCTEN
M NOJIOBbIX OPraHoOB;

* BpOXKAEHHbIE MOPOKM Pa3BUTUSA BHYTPEHHUX OPraHOB, Yallle BCEro - MHOXXECTBEHHbIE;
* HapyLeHNs YMCTBEHHOIr0 pa3BuUTUS.
HacnencreeHHble 601e3HU: HaLMOHalbHOE PYKOBOACTBO / Mo4 peAd. akan. PAMH H.M. boykoBa, akaa. PAMH

E.K. T'mHTepa, akan. PAMH B.T. My3bipeBa. - M. : T90TAP-Meguna, 2012. - 936 c. (FThaBa 22. cTp. 568). ISBN
978-5-9704-2231-1

2. ANropuTM MoJIeKyJISspHO-reHeTU4eckoro obcneposaHusa (AauMarHosa)

4. Bonpoc
D,J'IFI nogoTeep>XXgeHma gnarHo3a B AaHHOM Cny4dae HGOﬁXO,lJ,VIMO Ha3Ha4nTb
1. onpeneneHve ypoBHA NakTaTa B KPOBMU

2. TaHOEMHYIO MacC-CNeKTPOMETPUIO (aHaNM3 CNekTpa aunIKapHUTUHOB M aMUHOKUCIIOT B CYXOM
MATHE KPOBU)

3. 061N aHaNn3 KPoBYU

4. aHanu3 Kapuotuna nuMmdcpouuToB nepudepuieckon KpoBu

MpaBusibHbIA OTBET: aHAJIU3 KapuoTuna amMmdcounToB nepudepuieckon KpoBu

KommeHTapuin 1: KnuHnyeckue nokasaHmsa A9 NOCTHATaJIbHOrO UCCNefoBaHNA KOHCTUTYTUBHOIO
KapuoTuna (nepudepunyeckas KpoBb, hrubpobnacThl)

Y nayuneHTa:

* MHOXXeCTBEeHHble BPOXKAEHHbIE MOPOKU Pa3BUTUA

* MHO)XeCTBEHHble MUKPOAHOMaJ NN Pa3BUTUSA

* HU3KUI BeC Npu poXXAEeHUN

* YMCTBEHHas 0TCTasIOCTb, OTCTaBaHMe B NCUXOMOTOPHOM PasBUTUN

* Bblpa>keHHble OTKJIOHEHUSA B POCTE (HU3KUIM POCT, BICOKUI POCT) U pa3Mepax rosioBbl (Mukpoueganus,



Makpoueddanuns)
* OTCcTaBaHne B U3NYECKOM 1 MOJIOBOM PasBUTUN

Ky3HeuoBa T.B., LLnnosa H.B., TBoporosa M.I'., Xap4yeHko T.B., Jlebenes N.H., AHTOHeHKO B.T.
MpakTuyeckne pekoMmeHgaumm rno obecneyeHmo KayecTBa U HaLEXHOCTU LUTOreHeTUYeCKNX
nccnenosaHun. MeguunHckasa reHetuka 2019; 18(5): 3-27 (cTp. 23).

KoMmeHTapuit 2: ...0CHOBHbIE MOKa3aHWS 419 NPOBEAEHUS LNTOrEHETUYECKOW ANATHOCTUKMU. ........
* CyLiecTBoBaHMEe y pebEéHKa MHOXECTBEHHbIX BPOXKAEHHbIX MOPOKOB Pa3BUTUS.

* 3aep)xKa YMCTBEHHOIo N n3nyeckoro passutus pebeHka;

* MNofo3peHne Ha XPOMOCOMHY 60/1€3Hb Ha OCHOBAHUN KJIMHUYECKUX CMMIMTOMOB.

HacnepcrBeHHble 601€3HU: HaLMOHaIbHOE PYKOBOACTBO / nof pen. akaa. PAMH H.M. bo4ykoBsa, akan. PAMH
E.K. TmHTepa, akan. PAMH B.T. My3bipeBa. - M. : T90TAP-Meguna, 2012. - 936 c. (FTnhaea 17, cTtp. 453). ISBN
978-5-9704-2231-1

KommeHTapui 3: icnonb3oBaHne CTaHAapTHOrO MeTada3Horo aHaamsa guddepeHumnanbHO OKpaLlleHHbIX
xpomocoM obecrneymBaeT AOCTAaTOYHO 3PHEKTUBHYIO ANArHOCTUKY YNCSIOBbIX aHOMa M XPOMOCOM U psga
CTPYKTYPHbIX abeppauui.

HacnepnctBeHHble 60M1e3HU: HaLMOHaIbHOe PyKOBOACTBO / oA pen. akaa. PAMH H.M. boykoBa, akan. PAMH
E.K. T'mHTepa, akan. PAMH B.T1. MNMy3bipeBa. - M.: T90TAP-Meauva. 2012.-936 c. (cTp. 458-459)

7. Pe3ynbTaTbl 00CNnepoBaHun

7.1. AHanus KapuoTtuna nuMmdoumnToB nepucdepuieckon KpoBu
mos 47,XY,+8[4]/ 46,XY[26]

5. Bonpoc
D,OI'IOJ'IHI/ITeJ'IbeIM MeTodOoM ONnd noaATBepXAeHUA ANarHo3a HeOGXOJJ,I/IMO Ha3Ha4YnNTb

1. FISH-aHanus c ueHTpomepo-cneuuncduniHsiMm IHK-30HAOM Ha LLeHTPOMepHYlo o6nacTb 8
XPOMOCOMbI Ha NPAMbIX NpenapaTtax JuMmcpouunToB nepudepuyeckon KpoBm

2. XpOMOCOMHbI MUKPOMAaTPUYHbIA aHann3
3. MyJIbTULBETHOE CErMeHTUpoBaHMe 8-xpomocoMbl (MBAND)
4. 3K30MHOEe CeKBeHMpoBaHne

MpaBunbHbiK oTBeT: FISH-aHanus c ueHTpomepo-cneundpumiHbim JHK-30HAOM Ha

LLeHTPOMEepHYlo o6s1acTb 8 XpOMOCOMBI Ha NPAMbIX NpenapaTtax IMM@oUNTOB
nepudepuieckon KpoBu

KoMmMeHTapumn: KnnHn4ecknm nokasaHvuem an4 rnposeneHus nccnegosaHusa FISH- metogom asnseTcs:

-- KJIMHUYECKME NPU3HaKKM, NO3BOAIOLIME MPEAMNOOXKNTE MO3aMLIM3M MO onpeneseHHOMY XPOMOCOMHOMY
CUHLPOMY;

-- NoAo3peHne Ha XpOMOCOMHYIO aHOMa UKo Npn CTaHAAPTHOM LNTOreHeETUN4YeCKOM nccnenoBaHMn.

Pe3synbTaTtbl AaHHbIX FISH-nccheposanns Ha nHTepdasHbixX aapax (Ha NpsaMblX, HEKYIbTUBUPYEMbIX
KJleTKax KpoBU)AaloT NHGOPMaLMIO 0 KONMYecTBe rmbpnan3aLnoHHbIX CUrHaIoB.

LnToreHeTnyeckme meToabl AMArHOCTUKN XPOMOCOMHbIX 6one3Helnn MeToan4yeckoe rnocobue Oss Bpaden.
E.K. TmHTep, T.B. 3onoTyxuHa, B.I'. AHTOHeHKO, H.B. LWunnoea, T.I'. LBeTkoBa, J1.}O. XKynesa, c. 45, c. 59

9. Pe3synbTaTbl 06CcnepoBaHua

9.1. FISH-ananus c uenrtpomepo-cneuuncdpuiHoim JHK-30HAOM Ha
LeHTPOMEPHYI0 0651acTb 8 XpPOMOCOMBbI Ha NPAMbLIX NpenapaTtax



numdbouutoB nepudepuiecKkon Kposm

nuc ish ((CEP8)x3)[60]/((CEP8)x2)[140], T.e. npn aHann3e nHTepdasHbix aaep (200) BbisBneH
MO3auLKM3M Mo XpPOMOCoMe 8:

B 30% spep obHapy>XeHO No TpU KOMUK LLEHTPOMEPHOIr0 paioHa XpOMOCOMbI 8 B Ka)KA0M a4pe, 4To
MOXKeT COOTBeTCTBOBaTb Kapuotuny 47,XY,+8;

B 70% sgep obHapy>XeHO No ABe KONuUnM LEHTPOMEPHOro paoHa XPOMOCOMbI 8 B KaXKAOM A4pe, 4YTo
MO>XeT COOTBETCTBOBaTb Kapuotuny 46,XY.

3. AnarHos

6. Bonpoc

OKOHYaTeNIbHbIM KJIMHNYECKNM OUarHO30M B OAaHHOW KJIMHUYECKOW CUTYauumn ABASeTCa CUHAPOM
1. lexxeHa

2. DayHa, Mo3anyHasa copma

3. AHresnbMaHa

4. Tpucomuun 8 XxpoMoCcoMbl, MO3audHasa cpopma

MpaBunbHbIN OTBeT: TPMCOMMU 8 XPOMOCOMBI, MO3au4iHasa cpopMa

KommeHTapuu: Mpu Mo3anyHoin opmMe HabstogaeTcs ABa KJIOHA KJIETOK - C TPUCOMUEN U C HOPMaJlbHbIM
KapuMoTMMNoM. TO COCTOSIHNE BO3HUKAET MocJsie OnJo40TBOPEHMS, Ha PaHHUX CTagusax aMOprioHasibHOro
pa3BUTKUS.

Gardner RJM, Sutherland GR. Chromosome Abnormalities and Genetic Counselling. Oxford University Press.
2011; 4: p. 31-33

Boukos, H.IN. HacnencteeHHble 6one3Hn/ H.M. boykos, E.K. TmHTep, B.M. My3bipeB. - M.:N0TAP Megua,
2012.-c. 556

11. AuarHos
11.1. TpucoMmus 8 XxpoMOCOMbI, MO3auyHana cpopmMa
4. NMpodunakTuka (MeamkKo-reHeTU4YECKOe KOHCYJIbTUPOBaHuUe)

7. Bonpoc

B cniy4ae nnaHUpoOBaHUS CYNpy>XeCKoW Napoi AajibHeNWero 4eTopoXXa4eHWs, poanTensam npobaHpa
1. nokasaHo MonekynapHoe KapunotTunuposaHue (array-CGH)

2. Heobx0AMMO Ha3Ha4YNTb 9K30MHOE CEKBEHNPOBaHME

3. Heob6x0aMMO Ha3HauYUTb NCCnedoBaHUeE KapnoTumna

4. pononHuTenbHoe obcrepoBaHMe He NOKa3aHo

npaBHﬂbelﬁ OTBeT: JonoJiHuTeNbHOoe obcnepnoBaHue He NOKa3aHo

KommeHTapuu: Mpu Mo3anyHon opme HabnogaeTcs ABa KJIOHA KJIETOK - C TPMCOMUEN U C HOPMaJlbHbIM
KapunoTMUMNoM. TO COCTOSIHNE BO3HUKAET MocCJsie OMJoA0TBOPEHMUS, Ha PaHHUX CTaausax SMOprMOHaIbHOro
pa3BUTUS.

Y poauTenei B KApUOTUNE HET HUKAKNX N3MEHEHW, CUTYaLnsa HOCUT CJIy4alHbI XapakTep.

Gardner RJM, Sutherland GR. Chromosome Abnormalities and Genetic Counselling. Oxford University Press.
2011; 4: p. 31-33

boukos, H.MN. HacneacteeHHble 6one3nn/ H.M. bo4ykos, E.K. TmHTep, B.M. My3bipes. - M.:N0TAP Megua,
2012. - c. 556



13. Pe3ynbTaTtbl 006CnepoBaHus

8. Bonpoc

Puck noBTopHoOro poxaeHuns 6onbHoro pebeHka B ceMbe
1. oGwenonyNnALNOHHbIN

2. 3aBUCUT OT BO3pacTa MaTepu

3. cocTasnsgeT 25 % He3aBUCMMO OT Mosa

4. coctaBngaeT 50% He3aBMCKMMO OT MoJsa

MpaBunbHLIK OTBET: O6LLenonyNsALNMOHHbIN

KoMmmeHTapuu: Mpu Mmo3anvHon popmMe HabslogaeTcs ABa KJIOHA KJIETOK - C TPUCOMUEN U C HOPMaJlbHbIM
KapuoTuUMNoM. DTO COCTOSIHNE BO3HUKAET MocCJie OMnJoA0TBOPEHUS, Ha PaHHUX CTaausax SMOPMOHaIbHOro
pa3BUTUS.

Y poavTenen B KapuoTune HET HUKAKUX U3MEeHEeHUN, CUTyaunsa HOCUT CayvYalHbIN XxapakTep. Puck
NMOBTOpPeHMs 0bLLLenonyNSLMOHHbIN.

Gardner RJM, Sutherland GR. Chromosome Abnormalities and Genetic Counselling. Oxford University Press.
2011; 4: p. 31-33

Bouykos, H.M. HacnencTteeHHble 6one3nn/ H.M. boykos, E.K. TmHTep, B.M. My3bipes. - M.:N0TAP Meaua,
2012.-c. 556

9. Bonpoc

B kauyecTBe NpounNaKTUKKN pUCKa NOBTOPHOro poxaeHus 6osnbHoro pebeHka B 06cenoBaHHON ceMbe
MOryT 6bITb peKOMEHA0BaHbI

1. nHBa3MBHaA NpeHaTaibHas AMarHOCTUKa
2. HEMHBA3UBHbLIN NpeHaTaNbHbIAN TeCT
3. npeHaTaNbHbIA CKPUHUHI 6epeMeHHbIX

4. BcriomoraTeJibHble pPeEnNPOOYKTUBHbIE TEXHONOI NN (3KCTpaKopnopaanoe onnoanooTeBopeHMe C
npoeeaeHnemM npenmMmnnaHTauynoHOro TeCtnpoBaHmMa Ha XpoMOCOMHbIE aHoMannn)

MpaBusibHbIA OTBET: NPeHaTasIbHbI CKPUHUHI 6epeMeHHbIX

KomMeHTapuii 1: B 4ONONHUTENbHbLIX MeToAax NpounakTUKN NOBTOPHOIO pPoXKAeHUst 6onbHoro pebeHka B
[aHHOW ceMbe HeT, TakK Kak MMeeT MecTo Mo3anyHasa hopMa XpOMOCOMHOW naTosoruu, T.e. HabnwaaeTcs
[1Ba KJIOHA KJIETOK - C TPUCOMUEN U C HOPMaJibHbIM KapUOTUMOM. TO COCTOSIHME BO3HUKAET Mocsie
OMJI0OA0TBOPEHNS, HA PAHHUX CTAANsIX SMOPUOHAJIBHOIO Pa3BUTUS.

Gardner RJM, Sutherland GR. Chromosome Abnormalities and Genetic Counselling. Oxford University Press.
2011; 4: p. 31-33

HacnepctBeHHble 601e3HU: HaLMOHaIbHOE PyKOBOACTBO / oA pen. akaa. PAMH H.M. boykoBa, akan. PAMH
E.K. T'mHTepa, akan. PAMH B.T1. My3bipeBa. - M.:N'90TAP-Meauna. 2012.-936 c. - c. 556

KomMmmeHTapuin 2: OaHako, Npu HacTynJeHnn 6epeMeHHOCTU Ka)K Ao XKeHLWMHEe HeobxoanMo NponTun
npeHaTalIbHbIA CKPUHUHI BepeMeHHbIX.

nOpﬂ)J,OK OKasaHusa MeauLMHCKON NoOMOLLM Mo I'IpO(t)VIJ'I}O «aKyLwepcTBo U rmHeKonorna (3@ ncknoyeHnem

NCMNOJ/Ib30BaHWS BCNOMOraTesibHbIX PENPOAYKTUBHbBIX TEXHOI0MNIN)» (YTB. NpMKasoMm MnHucTepcTsa
3a0paBooxpaHeHns PO oT 1 Hosi6psa 2012 r. Ne 572H)

5. JleyeHue

10. Bonpoc

B OaHHOWM KNMHWYECKOW CUTyauumn MauneHTy rNnoka3aHa



1. cmMmnTOMaTUYECKan Tepanua
2. naToreHeTn4yeckas Tepanus

3. reHoTepanus

4. 3TMoTpoOnHasa Tepanuns

npaBMJ‘Ibelﬁ OTBEeT: CMMNTOMaTu4ecKasa Tepanuia

Ona mHormx CIDOpM HacnenCcTBEHHbIX 3a601eBaHU CUMNTOMaTUYECKOE JIeYeHNE - eNHCTBEHHO
BO3MO)XXHOe€, no3posidollee ynyylnTb Ka4eCTBO XN3HN NaLNeHTOB.

HacnepnctBeHHble 60M1e3HU: HaLMOHaIbHOe PyKOBOACTBO / nof pen. akaa. PAMH H.M. boykoBa, akan. PAMH
E.K. T'mHTepa, akan. PAMH B.T. My3bipeBa. - M.:'0TAP-Meguna. 2012.-936 c. - c. 728

11. Bonpoc

C uesnblo Ha3HavYeHNs IeYeHna NnauneHTy HeobxoAnMo peKoOMeHA0BaTb KOHCYIbTaumMio Bpaya
1. TepanesTa

2. reHeTuka

3. HeBpoJiIOTra

4. NMMYHoOJIOTa

MpaBunbHbIA OTBET: HEBPOJIOra

KommeHTapuu: CornacHo n.3.1.2 npodeccrnoHanbHoOro ctaHaapTta "Bpay-HeBponor", yTBepXAEHHOMY
npukasom MuHucTepcTBa Tpyda U coumnanbHo Poccninckon ®depepaunm ot 29 aHeapsa 2019 roga N 51H,
Bpay 3TOWN CreynasbHOCTN UMeeT TPYyAOBYO (PYHKLUUIO - HA3HAYeHUe NeYyeHnsa nauneHTam npu
3ab60/1€BaHNAX HEPBHOW CUCTEMBI.

http://fgosvo.ru/uploadfiles/profstandart/02.046.pdf

6. BapuaTtus

12. Bonpoc

OCHOBHbIM MexaH13MoOM (HOPMUPOBAHUA MO3aNYHON POPMbI TPUCOMUN ABIISETCSH

1. pa3pbiBbl caxapo-ocdaTHbIX cBA3en B Mosiekysne JHK n aHomanbHas ee penapaums
2. NOCT3UroTU4YEeCcKoe HepacxoXXaeHue roMoJIorM4HbIX XPOMOCOM

3. cAnaHne AUNIOUAHON U ranjionaHon rameT

4. HepacxoXAeHne roMoornYHbIX XPOMOCOM B 1-0M AeneHun Mmeinosa

npaBMﬂbelﬁ OTBEeT: NOCT3UroTudyeckoe Hepacxo>xgeHuwe roMmoJioru4HbiX XpoMocoM

KomMmmeHTapuun:

Bce cobbiTus nponcxoadaT nocne onaoaoTBoOpeHUNA N3Ha4YaslbHO C I'IpaBI/IJ'IbHOI7I NJIOUAHOCTbLIO rameT. pu
MUTOTUYECKOM [esIeHUU MPOUCXOOUT HepacxoLeHne XpoMocoM. [loka3zaHo Ha npuMepe TpUCoMuu 21.

{nbsp}

Gardner RJM, Sutherland GR. Chromosome Abnormalities and Genetic Counselling. Oxford University Press.
2011; 4: 41-42.


http://fgosvo.ru/uploadfiles/profstandart/02.046.pdf

B12.JPG

(a)

(b)

NONDISJUNCTION

® 6

A5 X006, XO0AT X0

A6 N7 +21



