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"y~ Buonorua gna wKonbHUKOB 7 — 11 Knacca (ouHbIi TYp)
PeweHusa. MpocTbie 3agaun (BapnaHt 2)

PeweHune 3apgaum 1. Yragait cemencTso

PeweHue 3apaum 2. Onpeaenu nentua,
GAAUGGCCAACGAUUCGUGAUA

NHnymmpyowmm KogoHom asasetca AUG, Koaupyowmim aMMHOKUC/IOTY METUOHWH, Halgem ero
(BblAENEH XKEeNTbiM), NOC/e Yero pasaenvMm nocieayolmne HyKNeoTMabl Ha TPOMKKU U onpeaenmm
nocnenoBaTeNbHOCTb NENTUAOB:

MeTMOHVIH-anaHVIH-aCI‘IaparVIH-aCI'IapaFMHOBaFI KMNCcnoTa-cepuH
PeweHune 3apaum 3. 3aragouHoe cBeyeHne

Y reHHOMOAMOUUMPOBAHHON Meay3bl HeT 3esneHoro ¢ayopecumpytowero b6enka. OgHaKo ecTb
9KBOPUH M MOHbI KanbUMA B Cpeae, SKBOPMH OyaeT cBeTUTbCA B CUHel obnactu (469 Hm).
OcBeleHNe KpacHbIM CBETOM Ha 3TO CBeYEHWEe HUKaAK He nosausaeT. OTBeT «menysa CBeTUTCA
d1oNeToBbIM, NMOTOMY UYTO CUHAA NIIOMWMHECLEHLMA HAKNAAbIBAETCA HA OTPA*KEHHbIN KpacHbIN
CBET» CYMTAETCA NPaBU/bHBIM.

PeweHue 3agaum 4. dHeprua ana HaHopob6oToB

B spuTpounTax MOXKeT UATU TONbKO FMKoAM3. B npouecce anccumunaumm 1 mosieKyabl rOKO3bI
obpasyeTca 2 MONEKY/bl MMPOBMHOIPAAHON KMUCNOTbI, 2 MmoneKynbl AT® n 4 npoToHa. To ecTb B
apuTpounte M3 50 monekyn rnokosbl obpasyerca 100 monekyn AT®, U3 KOTOPbIX ABE MOJIEKY/IbI
naeT Ha paboTty HaHopoboTa. (4 6anna)

B makpodare nomumo rAMKoausa uAeT npouecc aspobHoro AgbixaHuA. B npouecce
sHepreTnyeckoro 3sTana obpasyetca 36 monekyn AT®. To ectb 13 50 monekyn rntoKosbl
obpasyetca 1800 + 100 = 1900 monerkyn AT®, mn3 KoTopbix 38 monekyn uaer Ha paboty
HaHopoboTa. (4 6anna)

PeweHue 3agaun 5. AgeHoaccouMmMpoBaHHble BUPYCbl U payopecueHTHble 6enku

1. MpeumyuiectBa reHeTUYECKU KOAMPYEMbIX KajnbUMeBbix penopTepos. Mpu aobasneHuu
HU3KOMONEKYNAPHbIX KalbLMEBbIX 30HA0B, KaK NMPaBuIO, OKPALLMBAIOTCA BCE KAETKM, TaK
4TO CNeundUYHOCTb JO0BONLHO HU3KAaA. HanpoTuB, NoMeLleHne reHeTUYECKM KogMpyemoro
30HA4a Nopg, onpeaenieHHbl NPOMOTOP TEOPETUYECKU MO3BONAET SKCnpeccupoBaTb 6enok
TONbKO B 334aHHOM TUNE KAEeTOK. TakM o06pasom, cneunduyHoOCTb OKpalMBaAHUA —
OCHOBHOe npenmyliectso. PnyopecueHTHble 30HAbI, OCHOBAHHble Ha 6esnKkax, meHee
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TOKCMYHbIE, C HUMWU KJEeTKa Any4ywe BblKMBaAeT. CyLLecTBYOWMA apceHan pas/nyHbIX
TPaHCreHHbIX 3/1€MEHTOB MO3BO/SET CO34aBaTb KOMOWHMPOBAHHbIE KOHCTPYKUMU nepes
TpaHcheKumen, Hanpumep A0 HanpasAeHHOMN NIoKannsaumMm GayopecLeHTHbIX MONEKY B
onpeneneHHble OTAENbl KNETKM WAN MNPUKPENATb UX K naasmaTuyeckon membpaHe.
MpocTble KpacuTenn B 6GONbLIMHCTBE C/Iy4aeB OKPALUMBAOT TOJIbKO TeNa KNEeTOK M KpynHble
OTPOCTKU, HO HE MPOHWMKAIT BO MHOMECTBO ME/IKUX OTPOCTKOB. HanpoTuB, TPaHCreHHble
dyopecLeHTHbIe BeNKN OKpaLLIMBALOT BCHO KNETKY.

byaem cuuTaTb, YTO acTPOUMTOB WU HEMPOHOB B KOpe MOPOBHY. Beeaem o0603HaYeHwUs.
MycTb BEpPOATHOCTb TPaHcPeKuMm HerpoHa ob603HauvaeTcs Kak Ptn, actpoumta — Pta,
BEPOATHOCTb 3KCMpeccMn B TpaHcheumpoBaHHOM HelpoHe — Pen, B acTpouuTte — Pea.
Mocne ykona BUPYCOM O0NS HEMPOHOB, KOTOpble cogepaTt Hosyt AHK, 0.5*Ptn ot BceM
nonyaauun KNeTok, a aona actpoumtos byaet 0.5%Pta. Bcero okaxkerca TpaHcdelmpoBaHo
0.5*(Ptn + Pta)*100% knetok. U3 Hux Ptn / (Ptn + Pta)*100% 6yaeT HelipoHoB 1 Pta / (Ptn
+ Pta)*100% actpoumToB. M3 BCcex HelpoHoB Tonbko Pen*100% 6yayT cBeTWUTbCA, @ U3
acTpoumuToB cBeTUTbcA byayT Pea*100%. Toraa obuwan fona cBeTAWMXCA KNeToK (oT Bcex
TpaHcdeunpoBaHHbIX) byaeT paBHa

(Pen*Ptn + Pea*Pta) / (Ptn + Pta).
M3 HMX acTpoumMTbl ByayT COCTaBAATbL

Pta*Pea / (Pta*Pea + Ptn*Pen) * 100% = 100% / (1 + Ptn*Pen/(Pta*Pea)) =
=100% / (1 + 0.8*0.1/(0.5*0.8)) = 83.3%.

Takum obpa3om, cBeTALLAACA KIEeTKA C BePOATHOCTbIO 83.3% OKaXKeTcA acTPOLUTOM.
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Buonorua ana wKonbHUKoB 7 — 11 Knacca (ouHbIN TYp)
PeweHunsa. bonee cnoxHble 3agaumn

PeweHue 3agaum 6. NMnasmatruueckaa membpaHa

1. B coctaB membpaHbl TakKe BXOAAT YrNeBoAbl, Kak NMPaBuao, B BUAE MMUKO3UANPOBAHHbIX
YYaCTKOB /IMNMAOB W 6enKkoB: TNMKOAUNUAOB, TNKONPOTEMAOB WM NPOTEOrNMKAHOB
(Ha3BaHMe 3aBMCMT OT MNPOLUEHTHOro coaepXaHua 6enka/yrnesopa). BpemeHHO B
naasmaTUYeckon membpaHe MOryT HaxoAuTCcA MOJEKY/bl ra3oB (B nepsyto odependb, O,,
N,, NO), Bogbl. Echn yuntbiBaTb U TE€ MONIEKY/bl, KOTOPbIE MEPEHOCATCA Yepe3 MembpaHy
NPy NOMOLLM TPAHCMNOPTHbIX 6EIKOB — MOHHbIX KaHa/0B, Pa3NIMYHbIX OBMEHHUKOB U ATO-
a3 — TO MOXXHO TaKKe Ha3BaTb MoHbl (Ca®’, Na*, K*, CI, HCO;"), amuHokucnotsl, AQD, ATO,
pa3/IMuHble OpraHNUYeCcKUe KUCIOTbI U Ap.

2. bapbepHas (oTaeneHne CoLepUMOTrO K/IETKU OT 3KCTPAK/IETOYHOW cpeabl); CUrHanbHas
(B3anmopencTBmMe NMraHA0B C PELLENTOPaMM Ha NOBEPXHOCTM MeMBpaHbI C NocaeayIoLLLen
nepegayven cUrHana BHYTPb KAETKU); “anekTpudeckan” — GyHKUMUA cO34aHMA MeMBpPaHHOro
noTeHuMana, reHepauma MOAMNOPOroBbiX MNOTEHUMANOB W MPOBEAEHME MOTEHLMAN0B
NEeNCTBUSA; y4acTUe B U3SMEHEHUM GOPMbI KNETKU U ABUKEHUU KNETKMU.

3.1. [oKHbl noaABUTbCA Aunuabl ¢ GOpPMON NEpPEBEPHYTOro KoHyca, Toraa Oyaer
dopmupoBaTtbeca n3rMb gna Toro, 4Tobbl NpPenATcCTBOBaTbL 06pa3oBaHMIO Pa3pbIBOB B
membpaHe.

3.2. Jlunnabl B dopme NepeBepHYTOro KoHyca. B atom cnyyae “n3bbiToyHan naowagb”’
“ronoBKN” nnnuaa Kak pas byaert ncnosb3oBaHa ans obpasoBaHua nsrmba.

3.3. Hanpumep, gencrteme pepmeHTOB NMNa3, “oOTKycbiBalOWMX” OOHY M3 XKUPHbIX KNCAOT
— “HoxeK” nunupga. B 3Ttom cnyyae monekyna aunmpa npuobpeter dopmy
nepeBepHYTOro KoHyca. HekoTopble Aunugbl (Hanpumep, KapAWOAWMIWUH) MOryT
nepenTn B GopMy KOHyca Npu 10KaIbHOM U3MeHeHUN pH.

4. MembpaHa TakXe obpasyeT pas/inMyHble BbIPOCTbl U M3rMbbl 3a cyeT nogmembpaHHOro
LMTOCKeNeTa M MUKpOTpyboueK. Kpome TOro, “smka” MoXKeT noaBasTbCA 3a cyeT
BCTPAWMBAHUA BO BHYTPEHHWUI AUNUAHbLIA MOHOCAON HeKoTopbix 6enkos. Tak, 6enok
KaBeOJIMH, YaCTUYHO BCTPaMBaACb BO BHYTPEHHWIN MOHOCNOM Naa3MmaTuyeckon membpaHtbl,
MHUUMMPYET 1 cTabunmsmpyet obpasoBaHne BNAYMBAHUA, KOTOpoe NoTom GopmupyeTca B
SHAOUMTMPYEMbIN Ny3bipeK. B nepsyto oyepenb, 06pa3oBaHMe cambix pa3HOObOpPasHbIX, Kak
no ¢opme, Tak M NO A/NMHE, BbIPOCTOB, HabAOAAeTCA ANA aKTUBHO MepeaBUratoLLMXCA U
SHAOLMUTUPYIOLWMNX KNETOK — Makpodaros, AeHAPUTHbIX KNeToK u T-numooumTtos. Kpome
TOro, U3MeHeHue ¢GOPMbl KNETKWU, ee paCTAXKEHWE ABNAETCA BAKHOW 0COBEHHOCTbIO
3PUTPOLUTOB, KOTOPblE AO0MXKHbI MPOXOAUTb Yepe3 Kanuanapbl C AMAMETPOM, MeHbLUe,
yem y aspwutpoumToB. O6pasoBaHMe  /IOKaNbHbIX  BMNAYUMBAHUN U yrayb6aeHui
nia3maTMyeckon membpaHbl Takke HabnwopaeTcA B 061acTAX CMHANCOB Yy HEMPOHOB, a
TaKKe Yy OTPOCTKOB acCTpPouUMTOB, OOXBATbIBAlOWMX KanWAnAapbl W cuHancbl. Kpome
nepeyncaeHHbIX NPUMEPOB BO3MOXHO MHOFO APYrMX BApWMaHTOB, 3aCYMTbIBAKOTCA BCE
NpPaBu/bHble MPUMEPDHI C MOACHEHUAMM.
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5. Peub naet 06 sHAOLMTO3E — MOMNOLWLEHUN MONEKYN U3 BHEKAETOYHOro MPOCTPAHCTBA 3a
cyeT 06pa3oBaHMA BNAYMBAHMW Ha NNasMmaTUYecKo MembpaHe C nocaegyowmm
bopmMMpoOBaHMEM SHAOLMTO3HbIX BE3UKYA, UX OTAENEHMEM OT MeMOBpaHbl M TPAHCNOPTOM
Br1ybb uutonnasmbl. B GonblMHCTBE CcAyyaeB  3HAOUMTO3  “3anyckaetca” npu
B3aMMOAENCTBUM IKCTPAKNETOYHON MOJEKY/Ibl-NUraHAa €O CBOMM  crieundrnyecknm
H6enKoM-peLLenTopoM Ha MOBEPXHOCTU Maa3MaTUYeCKoM membpaHbl. Janee npoucxoant
natepanbHoOe  ABWMXKEHWe  peuenTopbl € JIMFAaHAOM K  y4yacTKam  membpaHbl-
npeawectBeHHMKaM “aAmoK” u pganbHevwee ¢GopmMUMpOBaHWE SHAOUMTO3HbLIX BE3UKYII.
Mpouecc «BnAYMBaHMA» MembpaHbl ¢ nocneayowmm obpazoBaHNEM COKPATUMOTO KObLA
NPOUCXOAUT NPWU AEeNEHUN KNETOK.

PeweHue 3apaum 7. NnaHeta ABanoH

1. O603Ha4YMM MYTaHTHbIW annesnb Kak C, HOPMabHbIlM KaK C.
letepo3nrotbl Cc — yCTOM4YMBBLI K BMPYCY, FTOMO3UrOTbl cC — 0b6bluHble ntogn, CC — He
O0XuMBaloT Ao roaa. lNyctb yactoTa BCTpeyaemoctn annena C paBHa p, a annena c — q.
CooTHOWeEHME MeXAy HOCUTeNAMU U OObIYHBIMM NtOA4bMM  NOCTOSHHO, MNONYAAUMA
HaxoAMTCA B COCTOAHUM pPaBHOBECUA.
80000 6b1an HocuTenamum cc, 20000 Cc.
0.2 — pona reHotunos cC
0.8 — pona reHotnnos CC
KonunyecTtso B3poc/bix, He 3abonetowmx noa Kynosaom, — reteposumrot = 0.2*30000 = 6000.

2. CooTHOLWeHMe B nepsoMm NMNOKONEHUNU:

p2 +2pg + q2 =1
p2 — 370 yactoTa geteint romosurot CC =0,01

Takum o6pasom, [J0ONA FTOMO3WUIOT MO MYTAHTHOMY annento cpegu HOBOPONKAEHHbIX B
nepBOM MOKOJIEHUM Noa, Kynosiom byaeT pasHa 0.01 nan 1%.

3. D70 cepnoBMAHOKAETOYHAA aHEMUA.

PeweHue 3agaum 8. MutoxoHgpuanbHbie 3abonesaHns

1. B npouecce pU3MUYECKMX HArpy3oK, opraHnsm Tpebyet 60nblLMX 3aNacoB 3Hepruun. Ecam nx
He XBaTaeT M3-3a 60/blION GU3NYECKOM HArpy3KM, HeAQOCTaTKa KUcaopoaa uan aedexktos
KMCNOPOA-TPAHCMOPTHOM  LLEeNM  MUTOXOHAPWUIN, TO  BKIKOYAKOTCA  [OMNOJHUTE/IbHbIE
MEXaHW3Mbl, Hanpumep, FMKOANU3 — BECKUCNOPOAHbIN NPOLECC MOAYYEHUA SHEPrUU U3
TNOKO3bl, MOGOYHbIM NPOAYKTOM KOTOPOro sBAAeTcA 0bpa3oBaHWE JaKkTaTa. IToO MU
NPUBOAMUT K PE3KOMY YBEIMYEHMIO IAaKTaTa B KPOBM nocne pU3NYecknx Harpysok. Ecam oH
yBE/IMYMBAETCA HEMPOMOPLUMOHANbHO BbICOKO, 3TO MOMeT OblTb MOBOAOM MOA03PeEBaTb
HanMyYne MUTOXOHAPUANbHbBIX 3aboneBaHUA.

P.S. 30ecb uznomeHo Haubosee npocmoe 06BACHEHUE, OCHOBAHHOE HA 3HAHUSAX,

nosay4yaemsix 8 wkose. Ecnu npusodusnocs bonee cnouHoe obvbACHeHUE, OHO y4Umbl8as10Ch
UHOUBUOYAbHO, CO2/IACHO U38ECMHbLIM 8 HaY4YHOU AUMepamype OaHHbIM.
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2. PasBuTHE MUTOXOHAPWANbHbIX 3a60neBaHM MOXKeT HbITb 06YCNOBAEHO MYTaLMAMM KaK B
MUTOXOHAPWANbHON, Tak M B agepHon OHK. OgHaKko, B cuny ocobeHHOCTel CTpoeHuA u
nepefaun mutoxoHapuanoHon [AHK (nepegaya TONbKO MO  MaTEPUHCKOM  JIMHUM,
COCYLLECTBOBaAHME B reHOMe OAHOBPEMEHHO KaK HOPMasbHOM, Tak U myTaHTHon [HK, a
TaKXKe cnydaHoe pacnpegeneHuve 3ton [HK B KneTkax M opraHoB NMOTOMKOB), 60ne3Hu,
obycnosneHHble MyTaumamu B 3ToM [AHK, XapaKTepusyloTca LWMPOKMM CNEKTPOM
CMMNTOMOB W nposBaeHnem B ntobom BospacTte. MM03TOMYy ycnosBme 334a4M O TOYHOM
BPEMEHWN NPOABNAEHUA U KOHKPETHbIX CMMNTOMaxX NO3BOJIAET NPEANOIOXKUTb, YTO JaHHOe
3abonesaHne obycnosneHo mytaumammn B agepHort AHK. Ecam mbl paccmaTpuBaem aga
annens B MyTaHTHOM reHe, TO 340pOBble AeTU y 60/bHbIX poauTeneit Moryt noABUTLCA
TOJIbKO B C/ly4ae, ec/iv poguUTeNn — reTepo3nroTbl, @ MyTauma AOMUHAHTHA, T.e.:

JAa+ PAa

A
a aa

Torga reHOTUN mMaTepu aa, a reHoTMN oTua MoKeT bbiTb AA namn Aa. Torga y 3To napsl,
ecnn reHotun otua AA, Bce et b6yayt mmeTb Takoe 3abonesaHue (100%) wvan, ecnum
reHoTun oTua Aa, NosioBMHa AeTel byaet MeTb Takoe 3abonesBanHue (50%).

a a
A wm A Aa Aa
A a aa aa
PasymeeTcs, BO3MOXHbI 60/1€e C/IOMKHbIE C/ly4an, ec/iM OHWU BblN NPUBEAEHbI B PELIEHUN

3343y, TO OLEHMBANUCb MHAMBUAYANbHO, C YY4ETOM M3BECTHbIX B HAay4YHOM /iMTepaTtype
AaHHbIX. ECn peleHne He NPOTUBOPEYNIO STUM AaHHbIM, OLLEHKA TaKKe 6blNa BbICOKOW.

3. Kak y)xe ynomuHanocb B nNpeaplaywem MyHKTe, B CUAYy OCODEHHOCTel CTPOeHUA U
nepegaym mutoxoHapuanoHon AHK, 6one3Hn, obycnosneHHble mytaumamm B atont OHK,
XapaKTepM3yTCA WMPOKMM CMEKTPOM CMMNTOMOB W NpoABAeHMeM B Atobom Bo3pacTe.
MosaTomMy MOXHO NpPeanonoXKWUTb, YTO 3aboneBaHWe 2 0OYCNOBNEHO MyTauMeld UMEHHO
muToxoHapuanbHon AHK, a nockonbKy Takas AHK oT oTua He nepeaaeTca, TO BEPOATHOCTb
TOro, YTto y pebeHKa, poaMBLUEroCcA OT 3TOM Napsbl, byaeT 3aboneBaHue 2, coctaBnsaet 0%.

4. B HacToAllee BpemA CYLLeCTBYHOT MeTOoAbl, MO3BOJIAIOWME MHKEHLWMHAM C MyTauuaMU
muToxoHapuanbHon [OHK, nonydaTb 340poBOe NOTOMCTBO. B 4acTHocTM, cyuwiecTsyeT
BapuaHT, NpM KOTOPOM MPOBOAUTCA NMPEUMMMIAHTALMOHHAA ANArHOCTUKA, MO3BOAAIOLLAA
06HapYKUTb 3IMBPUOH(bI) C Hanboiee HU3KMM YPOBHEM MYTaHTHOFO MUTOXOHAPWAIBHOTO
OHK. [pyron, 6onee nepcneKkTMBHbIN, BapuaHT, — 3TO TakK HasblBaemoe
MUTOXOHAPWANbHOE [OOHOPCTBO — nepedadya agepHon [AHK (agpa) oOT KeHWMHbI,
CTpagawouwerr  MUTOXOHAPWANbHbIM  3aboneBaHneM,  OOYC/NOBAEHHbIM  MyTauMei
MmuToxoHapuanbHon AHK, B AUWEHHbIN aapa 0OUMT MAKM 3UFOTY OT 340POBOrO AOHOpa.
Takum obpasom, y byayuwero pebeHka byaet HannyecTBOBaTb FEHOTUM KaK OTLA, TaK U
MmaTepu, HO NpM 3TOM Y Hero byaeT OTCyTCTBOBaTb MyTaLMA B MUTOXOHAPWanbHoin OHK.
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