Bbuoxumuyeckue MemooOsbI
dua2HoOCMuKu
Hacsie0cmeeHHbIX
3abosiesaHul



BUOXUMUYHECKUE METOODbI

o JNeKTpochopes 6enkon

o XpomaTtorpadus

o CnekTpockonus

o JXupkocTHaa xpomaTtorpadpus
e Macc-cnekTpockonus

e MarHnTHo-pe3oHaHCHas
CneKTpocKkonus



e OObEKTbI ODMOXUMHNYECKOU ANArHOCTUKU —
MO4a, NOT, Nfa3mMma U CbIBOPOTKaA KpPOBM,
doopMeHHblIe 3feMeHTbl KPOBWU, KYNbTYpPbl
KJleToK

o NMporpaMmmMbl OMOXMMMYECKON AOMarHoc-
TUKN — MacCOBble U CerleKTUBHbIE

o MaccoBble npoceumBawLwme nporpamMmmbl
MCNONb3YHTCA AnA p[AuarHoctukm OKY,
aApeHoreHuTanbHoOoO CUHOpOMa,
BPOXOEHHOro rmMnoTtupeosa, MYKOBMC-
LMao3a, ranakrosemMmum

CenekTnBHbIe - AnA AunarHoctukm ©OKY,
remorrnnooMHonaTtuu, HapyweHuu oOMeHa
aAMWUHOKUCIOT N OpraHN4YeCKUX KUCNOT



[TPMHUMNBI CKPUHUHTA

3aboneBaHne AOMKHO MNpPeACTaBNATbL  BaXHYH
MEeAULMHCKYI0 npobnemy

[JomkHO cywecTBOBaTb JfieyeHne 3aborneBaHuUs

BO3MOXHOCTN ANAarHOCTUKU U NleYyeHus 3adboneBaHus
AOIMKHbI ObITb AOCTYINHbI

3aboneBaHMe OOMKHO UMeTb CKPbLITLIN nepuoa

Ona 3aboneBaHus AOMXKEH CywWecTBOBaTb MeTopn
uccnegoBaHus

MeTon uccnegoBaHuUA OOMKEH ObITb npuemnem Ans
MCNOJSIb30BaHUA B nonynsaumu

JKOHOMUYECKNE pacxoabl Ha BbiiBJfieHWe criyyaeB
3aboneBaHNsA [OOMXHblI ObITb cbanaHcUMpoBaHbl C
oowmm o6 BLEMOM pacxoaoB

CKPUHMHI OOMMKEH OCYLLECTBNATbLCA HEnpepbiBHO, a
He «pa3 1 HaBcerga»



[TaHenb AMarHOCTUYeCKUX TeCToB

Anyd HeOHaTalJiIbHOIo CKPUHNHIA BPOXAOEHHDbIX aHomManuun
Pa3BUTUA METOOOM I/IMMyHOCbJ'IPOOpeCLI,eHTHOFO dHaJ1n3a
cerogHAa BKIT1lO4HaeT Ha60pbl peareHToB Asnd KoJin4eCTtBeHHOIo
onpegeneHns B obpasuax cyxmx nsTeH KPpoBU
HOBOPOXOEHHbIX

eTUpOTPONUHA («TTI—HEOCKPUHY),

eTUPOKCUHA (« T4 —CKpUHY),

eIMMYHOpPeakTuBHoro TpuncuHa («MPT-HeoCKpuH»),

o17a —rngpokcmnporectepoHa («17a —rmgpokcunporecTepoOH-HEOCKPUHY ),

epeHnnanaHuHa (« PKY—HeoCKpuH»),

ea TaKkXke HaboOpbl peareHToB A5 KONMYECTBEHHOIO onpeaerneHuns B
CbIBOPOTKE KPOBU MapKepoB BPOXAEHHOro runotupeosa (« TTM—ynbrpa—

NIM®A», «cBT4 —JIMDPAY), KOTOPLIE UCNONbL3YIOTCS AN
NOATBEPXOEHNA AMarHo3a BpOXa4eHHOro runotTnpeosa.



[Toka3aHuna gna npuMeHeHus
OUMOXMMUYECKUX MeToO40B ANArHOCTUKU

e Y HOBOPOXAEHHbIX - Cydoporun, Koma, pBOTa,
TMNOTOHUSA, XeNnTyxa, cneunduyecknun 3anax nota
N MO4YU, OCTAaHOBKa pocTa

e Y AeTen — 3agepkka YMCTBEHHOIO U OU3NYECKOro
pasBuUTUA, nMoTepss NPUOBPETEHHLIX MYHKLUMNHN,

cneundunyeckas ans kakoro-nmbo H3 KnnHn4yeckas
KapTuUHa

e Y B3poCnbIX — aOns guarHoctmkm H3 u
reTePO3NroTHbIX COCTOAHMW  (HEOOCTATOYHOCTb
anbal-aHTutpuncuHa, -6-PL)



HepmaTtornndpuvyecknm meton

e MeToa usyyeHnsa penbedpa KoOXXU Ha nanbuax, nagoHsX,
nogowBax. B otnuumne oT gpyrux yacrteum tena sgechb
MMEIOTCA anuaepManbHble BbICTYNbI — FPEOHU, KOTOpble
00pa3yroT CNOXHbIe Y30pPbl.

e YKa3aHHble y30pbl ABASAOTCA MHAUBUAYaNnbLHOW
XapaKTepPUCTUKOWN YerioBeKa N He N3MEHSIIOTCS B TeYeHue
ero XXu3HMu.

e 3aknagkKa KOXHbIX y30poB npoucxogut Ha 10-19 Hepgenax
aMOpuoHanbHoOro passutusa. PopmmpoBaHue penbeca n
CTeneHb ero BbipaXXeHHOCTU 3aBUCUT OT XapakTepa
BeTBIIeHNA HEPBHbIX BOJTOKOH.



OepmaTornnduvecknm pUCyHoOK

e TWUM NANUMNIAPHOrO PUCYHKa KOHUEeBbIX dhanaHr (ayru,
neTnun, 3aBUTKN);

e Yucrno 60opo3a NanuUnIaApPHOro ysopa,

e PacnorsioxeHume oripeaerieHHbIX TOYeK Ha NaAOHU, TakK
Ha3blBa€MbIX MaJibLleBbiX U OCEeBbLIX TPUPaAANYCOB.

Tpupagnycom Ha3bIBAOT TOUYKY nepece4yeHus
nanUNsAPHbIX FIVHUN Y-obpa3sHou dopmbil.
NManbueBble Tpupaaunychol pacnornararTcs y
OCHOBaHMU BTOPOro — MATOr0 nanbueB, OCEBOW
TpMpagnyc — Y OCHOBaHMUA JagoOHU  MexAay
BO3BbIlLEeHUEM OONbLLUIOro Nanbua U HapyXHbIM Kpaem
nagoin. B Hopme yron oceBoro Tpupaguyca,
OrpaHU4YeHHbIU NPAMbIMU FIMHUAMU, COEOAUHSAIOLUMMU
ero ¢ nanbueBbIMU TpUpaguycamm B OCHOBAHUU
BTOPOro M NATOro nanbueB, OOMKeH ObITb He Oonee
57°.



HepmaTtornndpumnyeckum meton

o YepHaga Tunorpadckaa Kpacka TOHKMM CIoeM
packaTblBaeTCHd BariIMKOM Ha CTeKe.

e JlagoOHHAsA NOBEPXHOCTb KUCTU NPUXUMAETCH K
CTEKNY, a 3aTeM JernaeTcst oTrnevyaTok Ha bernon
bymare.

o [lONy4YeHHbI OTNEYaTOK KOXXHOIro pUCyHKa
H60nbHOro 1 ero poaCTBEHHUKOB OLEHNBAETCH
Ka4eCTBEHHO U KONMNYECTBEHHO.




Y nopgen ¢ XpoOMOCOMHbLIMU OOne3HAMM HabnogarTCA
cneuncpmnyeckme WM3MEHEHUA PUCYHKOB nManbueB W
NafloHEeN, a TaKXKe XxapaKkTtepa OCHOBHbIX crmdarersibHbIX
6opo3a Ha KOXe nagoHewn.

XapaKTepHble N3MEeHeHUA 3TUX nokKasartenewu
HaOnwaawTca npu 6one3Hu [ayHa, npun cuHOapomax
KnanHdenbtepa, LWlepeweBckoro — TepHepa, u4TO
NO3BOSIAET UCMNOJSIb30BaTb MeToAbl AepMmaTornnuku B
ANarHoCTuKe 3TUX 3aboneBaHUM.

Cneundomyeckne pepmarornuduyeckme U3IMeHeHUs
onpenensarTCA MPU  HEKOTOPbIX  XPOMOCOMHbBIX
abeppauusax, Hanpumep NpU CUHOPOME «KOLUAYbero
KpUKay.

OnucaHbl cneunduyecKkue OTKITIOHEHUSA PUCYHKa Mnpu
lWwmnsocdpeHnn, MmacteHmmn, nMMponagHon nemKkemmu.



XapakTepHble JIMHUM NPU HacNeaACTBEHHbIX CUHOPOMAX:
‘[lonepeyHan 4-x nanbuUeBasa 60po3na xapakTepHa NoYTH
Anfa BCcexX HacneacTBeHHbIX CUHOPOMOB

JlagoHHbIN Yyron mexay Tpupaguycamum 2 u S nanbueB A0
cepeavHbl CKNagku 3anscTtbA A4.6. paBeH 45 . Yron >60 —
6one3Hb [layHa, yron <40 — c-m KnanHdenbsrepa.

Puc. 5.6. ¥Yron afd B HopMe H NpH XpOMOCOM-
HLIX AHOMZJHAK:

Il — cupgpom Ilaray; 2 — cungapom [dayHa; 3 = CHHADPOM
lllepewreBckoro—Tepuepa; 4 -— HOpPMA; 5 == CHHIDOM
Kaalingeastepa




Honyaayuonno-cmamucmuueckue
Memoovl



nonynAaAunA

e 3TO rpynna ocobeu onpepeneHHoOro BUAA,
KOoTOpasA B Te4eHMe [0CTaTOYHO AJSINTEeNbHOro
BpeMeHN HacensieT KOHKpPeTHbIU apean, B TOU
UNN UHOWU CTENeHu CrlyYamHo CKpeluuBaeTcs B
ero npegenax, He WMeeT BHYTpuU cebs
3aMeTHbIX N3ONALNOHHBIX OapbeposB,
oTAernieHa OT cocegHUX rpynn 3Toro Buga Tou
WU MHOUN CTeneHbl0 AaBNeHUA pasHbiX hopMm
nsonauun. Tumodpees-Pecoscknn H.B.



NONYNAUNOHHAA NTEEHETUKA

ndyyvyaetr nopengeHne reHoB B
nonyndadumn. OCTarTCA JIK YHaACTOTbI
reHoB HEUSMEHEHHbLIMA B ypeage
NMOKONMEHUN WUJIN MEHAKTCA U uYTO
ABJIAAeTCAH I'IpM‘-IVIHOﬁ NMNOCTOAHCTBA WUJIN,
HanpotmB, UAIMEHEeHUA 4acCToT reHoe B
nonynAaAunAax.



MeToabl, ucnonb3yemble ANsl yCTaHOBJIEHUA
4YacTOT FeHOB U TeHOTMNOB B MNONynsiuuw,
AEeMOHCTPMpYIOLMEe XapaKTep UX U3MeHeHus
nog BIIUSAHMEM OKpyXarolwewn cpeabl W
pasnnyHbiXx  ¢aKkTopoB  NonynsiLUOHHOM
ANHAaMUKN, HOCAT Ha3BaHWe MNonynsiluOHHO-
CTaTUCTUYECKMUX.



C noMoub0 NONynNAUMOHHbIX
MEeTO40B MOXHO:

° onpenenuTtb 4acToThl reHoB, CTeneHb
reTepo3nroTHOCTH u nonumopdcdunsma,
* YCTAaHOBUTb, KaK MEHAKTCA 4acToTbl reHoB nopA
AeUCTBUEM oTbopa,

° BbIABUTb BNUAHME (HaKTOPOB MNONYNIALMOHHOMN
OANHAMMKU Ha 4acTOTbl Te€X WUIIN UHbIX FeHOTUMNOB MW

¢deHOTMNOB,
°* NpoaHanu3anpoBaTb BrIUSHME (PAaKTOPOB BHELUHEW
cpeAabl Ha JKcnpeccuro reHoB,

e onpegennutb CcTeneHb  MEXMNOnynsLNOHHOro
reHeTU4YeCcKoro pasHoobpasuas W  BbIYUCIUTHL
reHeTUYeCKOe paccTosiHue mMexay nonynsaunusmm.



e HacnepoctBeHHble 3aboneBaHUA pacnpepneneHbl
No pa3fnUyHbIM permoHam 3eMHOro wapa, cpeau
pa3HbIX pac U HapoAHOCTEeN HepaBHOMEPHO, a
3HaHUA O pacnpeperieHMn 4acTtoT 3aboneBaHUMU
M  KONMMyectBe TreTepo3nror B  pervoHe
CNoCcoOCTBYIOT npaBuUiIbHOM opraHusauum
npodunnakTu4ecKkux MeponpuaTumn.

e Ecnn wun3BectHa 4actota 3aboneBaHusa B
nonynauyunM, W nNpuU [OOMNyLWeHUun, 4YTo 3ITa
nonynauus HaxoAauTCS B reHeTU4YeCKOM
paBHOBeCUM NO AaHHOMY NMPU3HaKY, ANA pacyeTa
4yacToT reHoTMNoB M heHOoTUNOB Haubdonee
IWUIMPOKO  npumeHsietca  dopmyna  Xapawu-
BanHbOepra.



3AKOH XAPOU-BAVUHBEPTA:

B Oonblwon cBOOOAHO CKpeluBaroLweucs
nonynaumMm (NaHMMKCHON), B KOTOPOWU HeT
MurpauMm m oTbopa, a 4YacTtota MyTauuu
NOCTOSAHHAA, 4acTOTbl reHOTUNOB OCTalOTCH
NOCTOSAHHbLIMU B Ypene nokorieHnn (1908 r.)



YacToThbl rameT YacToThl rameTy caMoK
y caMLOB

p(A) q(a)

p(A) p2(AA) pa(Aa)

q(a) pg(Aa) q2(aa)



Jakon Xapau-Baunoepra:

8 UOCAIbHOU NONYIAUUU UYACHOMbL 2€HO8
U 2EHOMUNO8 HAX0OAMCA 8 PABHOBECUU U
He usmenawmcsa 6 paoy nokoaenui (1908)

p(A)+q(a)=1 (100%)

p2+2pq+q2=1(100%)
AA :2Aa :aa



OCHOBHbBIE MOJIOKECHUS 3aK0HA Xapau-
BaiinOepra:

1. p+q=1 (100%)

Yacmoma 0OMUHAHMHBIX U PeUuecCuB6HblXx c€HO6
- 6eIUYUHA NOCMOAHHAA.

2. Yacmoma zenomunoeé makice 6ei1UYUHA
NOCMOAHHAA U MOIHCEem Oblmb 6blpariCenHa

¢opmynoi:
(p+q)2 = p2+2pq+q2=1, niim AA+2Aa+aa=1.



[TfpmMmep pacyeTa YacToOThI
rerTepo3nroTHbIX HOCUTesNen
3aboneBaHuda B nonynsaunmn

e Hanpumep, yactora PKY B nonynauumm
coctaBnset 1:10000, T.e. q2 = 0,0001, 3HauuT
q = 0,01.

e Mo 3akoHy Xapan-BanHbGepra p +q=1,
otrctoaa p=1-q=1-0,01=0,99, a2pg=2x
0,99 x 0,01 = 0,0198.

e Taknum obpasom, yacToTa reTepo3uroT nNo

reHy ®KY B usyyaemou nonynsauummu
cocTaBnfaeT npuonuantenbHo 2%.



