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lpeancrnosune

MenunyHa — HayKa MOCTOSIHHO Pa3BHBAIOIIASCS, 00OTaNaroNasicss HOBBIMU
cBefeHusiMU. [1o Mepe TOro Kak pe3yibTaThl HOBEHINX KIMHHYECKHX U JKC-
MNEPUMCHTAJIbHBIX I/ICCHG}]OBaHI/Iﬁ paciupsA0T Halllk 3HAHWUA, BOSHUKACT HEC-
00XOMMOCTh B M3MEHCHHH TAKTHKHU TPOBOJAUMOTO JICUCHUS, U MPEKIC BCETO
MEIMKaMEHTO3HOW Tepanuu. ABTOPBI M U3/IaTeNb ATOH pabOThI HCIIOIB30BAIN
HCTOYHUKH, 3aCITy)KHUBAIOIUE HANOOIBILETO IOBEPUS C TOUKH 3PEHHsI 0OecIie-
4yeHust HH(OpPMAIIHEHi, TOTHOCTHIO COOTBETCTBYIOIICH COBPEMEHHBIM CTaHIap-
TaM JMarHOCTUYECKOro McciienoBanus. TeM He MeHee, BBHY BO3MOXXHOCTH
30Ty KIeHIH WITH N3MCHEHUI IPEACTaBICHHIH, OCHOBAaHHBIX Ha TOCTHKEHUIX
MEIUIIUHCKON HAyKH, HU aBTOPBI, HU U3/aTellb, HA KaKasi-TH00 Ipyras CTOpo-
HAa, BOBJICUCHHASI B ITOJTOTOBKY JJAHHOTO W3/IaHMsI, HEC TAPAHTUPYIOT, YTO COCP-
JKAIIASCS B CIIPABOYHKMKE HH(POPMAILIUS SBIISETCS BO BCEX OTHOIICHUSIX TOYHOM
Y TIOJIHOW; OHHU TAKKe CHUMAIOT ¢ ce0sl OTBETCTBEHHOCTD 3a JIO0ObIE MOrperl-
HOCTH M HETOYHOCTH, CBSI3aHHBIC ¢ 00paboTKOi mH(pOpManuy, Ha KOTOPOU
6azupyetcst pabora. YutaressiM peKOMEHIYETCsl COMOCTABIATh HH(DOPMAILIHIO,
COJICPKAIYIOCS] B JAaHHOM HU3JaHUHU, C JAPYTUMH HUCTOYHUKAMH, HATIPUMED,
C conepkaHueM HH()OPMAIIOHHOTO JIMCTA, BIOKCHHOTO B YIIAKOBKY KaXI0-
0 IUIAHUPYEMOTO K Ha3HAUCHHUIO Mperapara, YT00bl yJI0CTOBEPUTHCS, YTO OHA
SIBJSIETCS] TOYHOM U 4TO B PEKOMEHIYeMOM 7103¢ (1100 B MPOTUBOMOKA3AHUSX
K HAa3HAYCHMIO) HET PACXOXKICHIHA. DTa peKOMEHIANNS TPEICTABISET 0CO0YI0
BAXXHOCTHb B OTHOIIICHUU HOBBIX J'[I/I60 PEAKO MPUMEHACMBIX ITPEIapaToB.



Beenexne

Llenu

«CnpasouHux no OuUazHOCMuYecKuM mecmamy NpeIHa3HaueH JUIs UCIIOIb30-
BaHUA CTYACHTAMH MEJUIIMHCKUX BY30B U MPAKTUKYIOMINX Bpaqeﬁ B KaQUE€CTBC
CIPAaBOYHOTO pyKoBozcTBA. OHO MOMOXKET OBICTPO BBIOPATh U3 YaCTO MPUME-
HSICMBIX JHArHOCTUYCCKUX TCCTOB HEOOXOAMMBIC M NPABUIBHO WHTECPIPETH-
POBaTh MOJTyYaeMble C UX MOMOIIBIO PE3YIIBTAThI, Oa3UPYIOIIUECS HA BBIMOJ-
HEHUU KJIMHUKO-Ta00paTOPHBIX MCCIIEIOBAHUMN, IOCTAHOBKE OMOXUMHUYECKUX,
TeMaTOJIOTHYECKUX, IMMYHOJIOTHYECKNUX, MUKPOOHOIOTHYECKUX (OaKTepno-
JIOTHYECKUX, BUPYCOJIOTMYCCKHUX ), CEPOTIOIMYCCKUX TECTOB, a TAK)KE AUArHO-
CTHYCCKUX TECTOB C MOIYYCHUEM H300pakeHus (IUIOCKOCTHAS paauorpadus,
KOMITBIOTEPHAsT TOMOTpadusi, MArHUTHO-PE30HAHCHAsT TOMOrpadus, yiIpTpa-
3BYKOBOE€ HCCIIEJIOBAHUE) U DIIEKTPOKAPAUOTPAPHH.

Dra KHUTA TO3BOJUT YUTATENSIM MMOHSAThH MPUHIUITBI BEIOOPA OTAEIBHBIX
13 HanboJIee YacTo NPUMEHSIEMBIX TMArHOCTUYECKUX TECTOB U AUATHOCTHYE-
CKHUX TMOAXOMOB K PacpoCTPaHEHHBIM 3a00JICBAHUSIM.

Yem oTnnMyaeTca 3Ta KHura

» Undopmarus o 6omee uem 350 Tectax mpeacTaBieHa B KPaTKOH, CKATOM
1 yoOHOH 171 yTeHUs hopMme.

» Cognep:kaTebHasl YaCTh KHUTH JIOTIOJTHEHA MOJIEKYJSIPHBIMU U T'€HETH-
YECKUMH TECTaMH.

» JloGaBnena nH(opmanus 00 yke U3BECTHBIX M HOBBIX IAaTOr€HaX M MH-
(heKIIMOHHBIX areHTax.

* OcBenieHbl Takue chepbl MEIUINHBI, KaK Tepanus, Neauarpus, oomas
XHUPYPrHs, HEBPOJIOTHS, aKyIIEPCTBO U THHEKOIOTHS U Jp.

* Ocoboe 3HaueHUe MpUAAETCs 3aTpaTaM U PUCKY TP INPOBEACHUM pa3-
JIMYHBIX MPOLEAYP U TECTOB.

o JInst KaKJ0r0o AMAarHOCTUYECKOIo TeCTa MPUBEIEH CIIMCOK CIIPaBOYHOMN
JUTEPaTypsl ¢ HICHTUGUKannOHHBIM HOMepoM (PMID) 6a3bl maHHBIX
PubMed.

* B 3axiIrounTensHON YacTH MaTepHajioB KHUTH TOMEIICH aa(aBHTHBINA
yKa3arelb.

CTpyKTypa KHUIU

ABTOpBI JaHHOTO CIIPABOYHUKA HE MPECIEAOBANH LIENb MPEICTAaBUTh B 3TOM
pykoBoAcTBe MH(pOpMANNio 000 BCEX M3BECTHBIX IHATHOCTHYECKHX TECTax
1 UX U3MEHEHMAX IPHU MATOIOTUYECKUX COCTOSHUAX, a COWIN LiesIecoo0pas-
HBIM OTOOpaTh UMb HanOoJee PaCIpOCTPAHCHHbBIE U OTHOCSIIUECS K MPaK-
TUYECKOH METUIIMHE TECTHI.
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CI'IpaBO‘iHI/IK Nno AnarH0CTn4ecknm Tectam

Cnpasounuk pa30UT HA BOCEMB Pa3IeiIoB:

1.

5.
6.

OCHOBHEIC MNPUHOUIIBI TPUMCHCHUA W HUHTEPIIPpETALIUA IOKa3aTejIe
JUArHOCTHYCCKHUX TCCTOB.

2. TexXHOJOTUH KIMHUKO-Ta00PaTOPHOTO UCCIICIOBAHHS.
3.
4. Yyer mo6ouHBIX 3(p(heKTOB JIeKapCTBEHHBIX CPEICTB: TMPUHIIUITEI H HH-

OOmue mabopaTopHble TECThI: BEIOOP U MHTEPIIPETALHSI.

TepIIpETaIus pe3yIbTaToB.
MukpoOuosiorus: BEIOOP TECTOB.

TMony4enue u300paKEHUST U €r0 POJb B JHATHOCTHKE: BBIOOP TECTOB
1 MHTEPITPETAIHSL.

7. OCHOBEHI MEKTPOKAPIAUOTpAPHH.
8.
9. HoMorpaMMmsI U CIIpaBOYHBIE MaTepPHAIIBL.

JII/IaFHOCTI/I‘IeCKI/Ie TCCThI: AJITOPUTMbI, HOMOI'PAMMbI U Ta6HHHLI.

HoBsoe B faHHOM U31aHUN

1.

B xuury no6asnens! 6omee 20 HOBBIX KIMHUYECKUX JTaOOpaTOPHBIX Te-
CTOB, BKJIIOUAs: KAYECTBEHHOE OIPE/IeNICHNE TPAHCIIOKAIMK TeHa ber/abl
1(9;22) ¢ momomisio merona ITIIP ¢ oOpaTHO# TpaHCKpUNIIMEH; aHAIIN3
MmyTarwii ber/abl (ber/abl-reHoTunupoBaHme); onpeeeHIe BHICOKOTYB-
creutenbHoro C-peakrusHoro 6enka (brCPB); uccnenosanue dakropa
II (mporpomodun); onpenenenne mytannu G20210A; onpexnencHue re-
NapuHa ¥ aHTHXa-aKTMBHOCTH, I'€lIapUH-CBSI3aHHBIX aHTUTEN (BbIpa-
6arsBatorcs mpu ['UT); xonmmaectBenHoe onpenenenne [JHK Bupycos
renaruta B u renarura C (BupycHast Harpyska); TeHOTHIIMPOBAHUE BH-
pyca renarurta C; komuyectseHHoe omnpenenenue JJHK BUY (BupycHas
Harpyska); TecT Ha ycroiumBocTh BIY, a Tarke onpesiesieHue roMo-
mucrenHa; mytauuu Jak2 (V617F); nelikemus/numdpoma-peHoTun-
POBaHME C TIOMOLIBI0 IPOTOYHON LIMTOMETPHH; ONPEICICHAES MyTallU|
metmienterparuapodonarpeaykrassl (MTHFR); uccnenosanue ¢yHk-
uu TpoMOoruToB (PFA-100 Bpemst 3aKkpbITHS); ONpeAeSieHUe CHPOITH-
Myca, TaKpoJIMMyca, pacTBOPUMOTO perenrropa Tpancheppura (sT{R).

. MI/IKpO6I/IOIlOFI/l‘IeCKI/Ie TECTHI IJId YK€ N3BCCTHBIX U HOBBIX IMaTOICHOB

n I/IHCI)CKI_[I/IOHHLIX arc¢HTOB.

. bonee 10 HOBBIX TaGJ’II/IH " aJITOPUTMOB, KaCarolUXCqa ATMarHoCTUYCCKUX

METO/IOB ONpEJENCHUs: aHEMHH, HapyLIeHHH KHCJIOTHO-OCHOBHOTO
PaBHOBECHSI; PaccTPOICTB KPOBOOOpAIEHMS; KacKala KOATrYISIHH;
npononranun AYTB; TpomOGormToneHny; TpoMOOIINTO3a; BEHO3HOTO
TpoM003a; MOIUIIUTEMHUH; JIeHKeMuil 1 TuM(poM (IMMYHO(PEHOTHITHPO-
BaHME; TEHETUYECKNEe METO/IbI); THIOKAIbLIUEMHH; TUIIEPIUITHICMUY;
JKEHCKOTro OecIUIofns; HapyLIeHUH CHa, a Takke HOBas MHGOPMAaLUs
0 Ipenaparax 1 KOMIIOHEHTaX KPOBH, UCIIOIb3yEeMBbIX JJIsl TPAHC]Y3HH.

MpeaHa3Ha4YeHUe KHUrKU

XOpoImuM MOACIOPHEM JUIS CTYJICHTOB MEIUIIMHCKUX BY30B U YYCOHBIX 3aBe-
JEHUN TOCTIeTUTIIOMHOTO METUIIMHCKOTO 00pa30BaHUs CTAHET KPAaTKOE M3JI0-
JKCHUE B 3TOW KapMaHHOTO (hopMaTa KHUIEe JUATHOCTHYCCKUX JTa00paTOPHBIX,



BBeaeHue 1

MUKpPOOHOJOTHYECKUX WCCIIEAOBAHUHM, CBENCHUI MO JIy4eBOI THATHOCTHKE
(IO YeHHIO N300pAKEHUI) U ANIEKTPOKAPAUOTpaAdHH.

[IpocTast cTpyKTypa CIpaBOYHUKA, YITOOCTBO MMOJYYCHUS COBPEMECHHOW HH-
(hopManuu OKaXyTCs TIOJC3HBIMHU TSI CEMEIHHBIX Bpadeid, Bpauel pa3IuIHbIX
KIMHAYECKUX CHCIHATBHOCTEH B TIOXOOpE TpeOyeMOoro JeUeHUs OOIBHBIX.

bnaropgapHoctu

Bripaxkaem OsarogapHocTh 3a HeolleHUMbIH Bkiian William M. Detmer, MD,
u Tony M. Chou, MD, 3a ux paboty HaJ nepBbIMU TpeMs U3IaHUSIMH JJAHHOU
KHUTH.

Kpowme Toro, 6maromapum G. Thomas Evans, Jr., MD, 3a ero paboty Haz paz-
JIETIOM TIO IEKTPOKapAHOrpad iy BTOPOTO U TPEThEro M3aanuil. B yeTBeprom
U TISITOM U3JIaHMSIX ATOT pasaen 0bi1 mepepadoran Fred M. Kusumoto, MD.

Mpl GiarogapHbl HalllMM COABTOpaM 3a MX BKJIAJ] B CO3JaHUE 3TOW KHUTH
U NMpU3HATEIbHBl MHOTUM BpauaM, OpAMHATOPAM M CTYJ€HTaM, KOTOpbIE Mo-
MOTaJId HaM B padoTe.

MBI XJIeM OT HAIIMX YUTATeIeH OT36IBOB M PEKOMEH/IAINH, KOTOpBIe OyIyT
YYTECHBI P NTEPEN3IaHUN CITPABOYHHUKA.

Diana Nicoll, MD, PhD, MPA
Stephen J. McPhee, MD
Michael Pignone, MD, MPH
Chuanyi Mark Lu, MD

San Francisco
September 2007



OCHOBHbIE NPUHLMMbI UCMNOJIb30BAHNS
W MHTEpnpeTauunmn nokKasarenen
ONArHoCTU4ecknx TecToB

Diana Nicoll, MD, PhD, MPA; Michael Pignone, MD, MPH

['maBHas 3aa4a Bpaya 3aKJII04aeTCsl B IPUHATHN HEOOXOIUMBIX PelIeHHIT OTHO-
CHTEJIBHO TAKTUKH JICYeHHs1 OOJILHOTO HECMOTPSI Ha HEIOCTATOK KIIMHUYECKON
nH(OPMALIK U OTCYTCTBHE YBEPEHHOCTH B Mcxozie Oose3Hu. Tak Kak JaHHbIX,
HOJTy4aeMBbIX U3 UCTOPUU O0JIe3HU M (PU3MKAIBHOTO 00CIe0BaHks OOIBHOTO,
yare BCero ObIBAET JOCTATOYHO JIMIIb JJISl TOCTAHOBKH MPEIBAPUTEIHLHOTO
(HEeYTOYHEHHOT0) AMArHo3a OO0 JUIs Ha3HAYEHHST OCHOBHOTO JICYCHUSI, MOXKET
MIOHAJOOUTHCS TOMONMHUTENbHAS HHPOpMaLus. B 9THX cHUTyalMsaX KIHMHUIH-
CTBI 3a4aCTYIO IPUOETAIOT K THArHOCTHYECKOMY TECTHPOBAHHIO.

MOJIb3A, 3ATPATbI U PUCK

[IpaBuIBEHO MPOBEICHHBIC TUATHOCTHYESCKHIE TECTH MOTYT 3HAYUTEIEHO 00JIeT-
YUTh paboTy Bpada. TecTHpoBaHUE MOXKET HCIOIH30BATHCS JIJIsI CKPHUHIHTA,
T.e. s 0OHapyX)eHus (hakTopa prcKa pa3BUTHA 3a00JCBaHUSI U CKPBITHIX 3a-
OoJreBaHMH y JIHII C aCHMIITOMAaTHYECKIM TeueHneM. BrisBinenue Qakropa pu-
CKa MOXKECT IMOMOYb OCYHICCTBUTH BMEHIATCIILCTBO HA paHHUX 3Talax C CJIbIO
NpephIBAHUS Pa3BUTHs 3a00JICBaHUs, a paHHEE OOHAPYIKCHUE CKPBITHIX (POpM
MATOJIOTHU W HAYaJIo JICYCHUS MOTYT CHU3UTH 3a00J€BacMOCTh M CMEPTHOCTb.
Jis ipenoTBparieHus 3a00IeBaHUN Y aCHMITTOMATHIECKAX B3POCIBIX C HH3-
KHM PUCKOM PEKOMEHAYETCs BBITIOHATh CKPUHIUHTOBBIC HCCIICIOBAHUS, BKITFO-
YaroIye M3MEpPeHHEe KPOBSHOTO JABICHUSA M YPOBHS JIUIIHIOB B CHIBOPOTKE.
Takoke ciemyeT oCcyecTBISTh CKPUHHUHT 3JI0KaueCTBEHHBIX HOBOOOPa30BaHHA
MOJIOYHBIX KeJIe3, KM MaTKU U TOJICTOM KHUILIKK. MHEHUsT OTHOCUTEIBHO
paka MpeacTaTeIbHON JKEeJIe3bl OCTAOTCS TPOTUBOPCYUBBIMU. ONTHMATBHEIC
KPUTEPHU CKPUHUHTOBBIX TECTOB MEPEUUCIICHBI B Tabmue 1—1.

TecTsI TakKe MOTYT OBITH ITOJIC3HEI IS MOCTAHOBKH IUATHO34, T.C. IS yCTa-
HOBIEHHS (TIO0 UCKITIOUCHUS) HAJIIYHS 3a00JIeBaHUS y JTUIT C BRIPAKEHHOHN CHM-
TIITOMATHUKOM. O}IHI/I TCCThI MOJIC3HBI HA pAaHHUX STarax AUarHOCTHUKH — IOCIIC
HayJaJia MPOsIBJICHKS CUMIITOMOB (IIPH3HAKOB) OO0JI€3HH, — IPYTHE MOTYT CIIOCO0-
cTBOBaTh qu((hepeHIMATBEHOI TUArHOCTUKE Pa3HbIX 3a00JI€BaHUIT;, TPEThH HE00-
XOIMMBI JUTS BEISICHEHHS CTa TN JTNOO CTETICHH BRIPAKCHHOCTH 3a00JICBaHMS.
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Ta6nuua 1-1. Kputepuun gng npuMeHeHUs CKPUHUHIOBbIX
npouenyp

XapaKkTepucTMku HaceneHus
1. [locTaTto4HO BbICOKAs pacnpocTpaHeHHOCTb 3a60NeBaHus.
2. JKano6bl Ha NpOBEAEHHOE ANArHOCTUYECKOe NCCNeaoBa-
HUE U NeyeHme.
Xapaktepuctuku 3aboneBaHus
1. BblcoKue 3a60/1€BaeMOCTb U CMEPTHOCTb.
2. BO3MOXHOCTb NpreMnemoro n aheKTUBHOO Ne4HeHns.
3. B03MOXHOCTb BbISIBNEHUS NPEACMMATOMHOIO neprnoaa
6onesHun.
4. Xopolunii CXOA B pe3ynbTaTe paHO HA4YaToro neyveHus.
XapakTepucTuku Tecta
1. [locTato4Hble YyBCTBUTENbHOCTb 1 CNELMEUYHOCT.
2. Huakuii ypoBeHb 3aTpart 1 pucka.
3. B03MOXHOCTb NOCTaHOBKI NOATBEPXAAIOLLEr0 TEcTa.

TecTsl HEOOXONMMBI B JiedeHUHM 001bHOro. OHU HCIIONB3YIOTCS JIJIS:
1) oLieHKH TsDKeCTH 3a00JIeBaHKS U ITPOTHO3a; 2) HAONIOJICHHS 38 Pa3BUTHEM 3a-
GoneBanus (IporpeccupoBaHue, CTabMIILHOE COCTOSTHUE, CTa sl pa3pelleHs);
3) BBISBICHUS PEUUANBOB 3a001eBaHs;, 4) TOnO0pa MpenapaToB U TEPATHH.

[1py Ha3HAYEHNH TMATHOCTHYECKHUX TECTOB KIMHHUIIICTHI JOJKHBI OLICHUBAThH
KaK BO3MOXXHYIO IOJIB3Y, TaK W NOTCHIUAJIBHBIC MMOTEPU U BPEI. Brmonnenne
HEKOTOPBIX TECTOB COMPSDKEHO C PUCKOM BO3HMKHOBEHHS IPYTHX 3a00JI€BaHUN
00 JIETATLHOTO MCX0/1a — HAllPUMeEp, ITPOoBe/ieHHe iepeOpaibHOi aHrnorpadun
B 0,5% ciyuaeB BeneT k uHCYynbTy. HeynoOcTBa, cBS3aHHBIE C TAKMMH TECTaMH,
KaK KOJIOHOCKOIIHSI, MOTYT IIPUBECTH K OTKa3y TAlMEeHTa OT ITPOBE/ICHNS JalbHEH-
el quarsocTuky. [Tokasarenu AMarHOCTHYECKUX TECTOB 3a4acTyO ONPEENIAIOT
JIbHEHITYI0 TAKTHKY: OHH MOT'YT TTOBJICYb 3a COOOH HEOOXOINMOCTH BBITIONHE-
HUA HOBBIX TUArHOCTUYCCKUX MPOUECAYP — HAPUMEDP, MNAIHUCHT C MOJIOKUTEIb-
HBIM PE3YJIETaTOM TE€CTa Ha CKPBITYIO KPOBb B KaJle HECET 3HAYUTEIbHBIE PACXOIbI,
TIOJIBEPTraeTcst PUCKY U JMCKOM(OPTY BO BPeMsI MOCIIE/YIONIEH KOJIOHOCKOITHH.

JIoKHOTIIONIOKUTENBHBIE PE3YNBTAThl TECTOB MOTYT IIPUBECTH K AalbHEHIIIE-
My HEHYXXHOMY TecTupoBaHuio. OIeHKa 370pOBOI0O IalMeHTa Kak OOJHEHOTO
Ha OCHOBE JIOYKHOTIOJIOKHTEIIbHBIX PE3YJIbTATOB JIMArHOCTUYECKUX TECTOB MOXKET
TIOBJICYH TICUXOJIOTUUECKYIO TPABMY JIMOO MPUBECTH K HEHYKHOMY JICIECHHIO.

C noMouipi0 TMarHoCTHYECKHUX JINOO CKPUHUHTOBBIX TECTOB MOJKHO pac-
MIO3HATh CllydaW 3a00JIeBaHUI, KOTOPhIE MHAYe yCTAaHOBUTH HEBO3MOXKHO.
Hanpumep, pak npencraTenbHOM jkelle3bl B paHHeH cTajuu ero GopMupoBa-
HUsl, OOHApYKEHHBIM B pe3ysbTaTe OIpeNesIeHHs MPOCTaTCIeU(PpUIECKOro
AQHTUI'€HA Yy MauMeHTa 84 JeT ¢ 3aCTOMHOM cepleuHON HEeI0CTAaTOYHOCTHIO,
€Ba JIM MPOSABUTCA KIIMHUYCCKU U HOTpeGyCT JICUCHMUA.

CTOMMOCTB TMarHOCTUYECKOTO MCCIIEA0BAHMS JODKHA BCETIa 00CYKAaTh-
csi 11 OBITh ITOHSTHOM NalMeHTY.

Jlaxe OTHOCUTENBHO HEIOPOTUE TECTH MOTYT HE YJJOBJICTBOPSTH NMAIlMEHTa
10 COOTHOIICHHIO IIeHa—3(PEKTUBHOCTD, €CIIM OHU IIPHHOCST OY€Hb HEOOIIb-
LIYIO MOJIBb3Y JUIsl COXPAHEHUSI 3J0POBbSL.

I'enetnueckne TecTbl CTAHOBSTCS OoJee AOCTYIMHBIMU. Pemenne o BeImon-
HEHUH TEHETUYECKOTO JIMarHOCTHYECKOTO NCCIIEI0BAHUSI MOKET 0a3upOBaThCs




14 CI'IpaBO‘iHI/IK Nno AnarH0CTn4ecknm Tectam

Ha CUMNTOMax (HalpuMep, UCCIEJOBAaHUE XPYMKOH X-XPOMOCOMBI Y MaJIbuH-
Ka C 3aJIep>KKO yMCTBEHHOTO Pa3BUTHS) WM €TI0 LEIBIO MOXKET OBITH OIpesie-
JieHne OyayIiero pa3BUTHs COOBITHH (HapuMep, OIIEHKA 3710pOBbS YEJIOBEKa,
B CEMEITHOM aHaMHe3e KOTOPOro ecTh 00JIe3Hb | eHTUHITOHA), TEHETHUECKOE Te-
CTHUPOBAHHUE TAKKE MOXKET IPOBOIUTHCS [UIs BBISIBIICHHS HACIIEICTBEHHOM TIpea-
PacHONIOKEHHOCTH K OTIPEACIICHHBIM ITaTOJIOTMYECKUM COCTOSIHUSIM (HAaIpHMep,
uccnenoBanue rena BRCA-1 At OUEHKU pUCKa Pa3BUTHUS PaKka MOJIOYHOM Jkele-
3bI). TakxKe 4acTo UCMOB3YIOTCS UCCIIEIOBAaHIE HA HOCUTEICTBO (Hampumep,
pu prOpPoO3e MOYEBOTO ITy3bIPs) HIIH MPEHATATBHOE TECTUPOBAHME TUTO/IA (Ha-
TIpUMep, Ha Hanmm4ne cuHapoma Jlayna). Bee 3t TecTsl TpeOyIoT pacmpeHHbIX
KOHCYIIBTAIMI ¢ MAalleHTOM, YTOOBI IOCTHYb a/IKBATHOTO TOHMMaHUS KIIMHH-
YEeCKHX Pe3yJbTaToB M OLIEHUTh X IMOIMOHATIBHOE BO3JICHCTBHE HA MAIEHTA.

BbIMOJIHEHWE QUATHOCTWUYECKOI0 TECTUPOBAHUA
MoaroToBKa K TECTUPOBAHUID

dakTopbl, BO3/IEHCTBYIOIINE KaK HA MAIMEHTa, TaK 1 Ha OMOJOrMYeCKUil Ma-
TepHall, UTPAIOT BECbMa Ba)XKHYIO polb. Pemraromee 3Ha4YeHHE B IIPABUIILHO
TIPOBEZICHHOM JIa00PaTOPHOM TECTHPOBAHUH UMEET TpeOyeMBbIil IS HCCIIen0-
BaHMsI OMOJIOTUYECKUI MaTepHrall.

MoproToBKa 60bHOrO

HJ’IS{ BBIINIOJIHEHUA OIIPCACICHHBIX TCCTOB HCOGXO}:[I/IMa CIICMaJIbHas moAroTOB-
Ka OOIBHOTO — HAIpUMep, UL ONITHMAJIBHOTO M3MEPEHUS COIEePIKaHUS TITIO-
KO3BI ¥ TPHIIIULIEPUIIOB KPOBH TpeOyeTCs ToJ0JaHie MalleHTa; IIPH U3Mepe-
HUM YPOBHSI PEHHHA U aJbJOCTEPOHA CJIEIYET CTPOTO KOHTPOJIMPOBATH 103y
6OJ'II:HOFO " IprUeEM UM cojieit HaTpusd; €pea B3ATUEM Hp06 JJIA UCCIICAOBAHUA
AKTHBHOCTH KPEaTHHKHHA3EI CIIeAyeT n30eraTh OONBIION (pHU3NIecKol Harpy3-
KH, TaK KaK BBICOKasi aKTHBHOCTb MBI MOKET IIPHBOAUTD K JIOXKHOTIOJIOKH-
TENILHBIM PE3yJbTaTaM.

Cé6op matepuana

Oco0oe BHUMaHUE CIIEYeT YACIATh OTPa)KEHUI0 OCHOBHBIX CBEJICHUH 0 001b-
HOM Ha 3THUKETKe, IPUKPETIIICHHOH K Tape ¢ MaTepuanoM. bosbioe 3HaueHne
MOXET UMETh TaKkKe BpeMsi, B KOoTopoe Obl1 cobOpan Marepuai. Hampumep,
00 ypOBHE aMHHOIIMKO3HIOB HEJIb3s CyANTh IOCTOBEPHO, HE 3HAs, cCOOMpa-
cs MM Marepuai mepes (Touka MHHUMYMaA) WIH MOcie (TOYKa MakCHUMyMa)
npuema npemnaparos. O TOYHOM COAEPKAHUH IPETIAPATOB B OPraHU3ME HENb3s
CYIWTB, €CIIH TP0Oa OMOJIOTMUYECKON KUIKOCTH B3sITa B TIEPUOA pacIpesese-
HUSI JIEKapCTBa B OpraHusMe (Hanpumep, o0 ypoBHE AMIOKCHHA — CIyCTs 6 4
nocie ero npueMa BHyTpb). CyauTh 0 conep’kaHuM B OMOJIOTMYECKOM MaTe-
puase BELIeCTB, KOHIIEHTPAIUs KOTOPBIX 3aBUCUT OT CYTOYHBIX PUTMOB (Ha-
TIpuMep, KOPTH30J12), BOSMOXKHO JINIIB C yYETOM BPEMEHH CYTOK.

[Ipu cOope maTepuana ciemyeT YIUThIBaTh U JIpyrue yciaoBus. Marepuan
He clieflyeT 3a0uparh HaJl 00JIaCThIO T10 X0y BEHBI, TAK KaK 9TO MOXET KOHTa-
MHUHHPOBATh IPoOy BEHO3HOH KpOBbIO. JINTEIbHOE aBlICHNE HAIOKEHHOTO



OcHOBHbIE NPUHLUMNBI NCNONb30BAHNA N UHTEPNPETaLunn. .. 15

XKT'yTa CIOCOOHO MPUBECTH K TEMOKOHIIEHTPALIMN 1 YBEIUUCHHUIO COICPKAHMS
B KPOBHU BEIIECTB, CBA3AHHBIX C OENKOM (Hampumep, KaiubIwii). Paspymienne
KJIETOK B ITPOLIECCE B3ATHS KPOBH IIPUBOMUT K JIOKHOBBICOKOMY YPOBHIO B ChI-
BOPOTKE KPOBH BELIECTB, AKTHBHOCTH (DEPMEHTOB, B OOJIBILIOM KOJIHYECTBE
COIIepIKAIMXCS B KICTOYHBIX 3JIEMEHTaX (HalpUMep, JaKTaTAerHAPOreHa3Hl,
kamust). HekoTopslid fuarHocTryecKuil Marepuan TpedyeT CrennatbHoro 00-
palieHus ¥ XpaHeHus (HanpumMep, npoObl KPOBH JUIsl OLIEHKH €€ Ta30BOro Co-
cTaBa). 3aJep)kKKa BO BPEMEHH JIOCTAaBKH MaTepuaja B JJaOpaTopuio MOKET
COTIPOBOKAATHCS POIOIDKAOIIMMCS KJIETOYHBIM METa00IM3MOM M CIIOCOOHA
MIPUBECTH K MOSBICHUIO JIOKHBIX PE3YJIbTATOB IPH BBINOIHEHHH HEKOTOPBIX
HCCIIeIOBaHUH (HarpuMep, pHU ONPEACICHUH YPOBHS IVIIOKO3bI B KPOBH).

XAPAKTEPUCTUKA TECTUPOBAHUSA

B Tabmuue 1-2 npuBeieHa OCHOBHASI XapaKTEPUCTHKA TECTOB, HCIOJIb3yEMbIX
B JMarHocTuke. MHOrue U3 NEPEeYUCIICHHbIX HUKE IPUHLMIIOB MOIYT IIpU-
MEHSTBCSI HE TOJBKO B JTaOOPaTOPHON MM JIy4yeBOW THArHOCTHKE, HO TaKKe
U [IpY HAIMCAHUW UCTOPUU OOJIE3HU U (PU3HMKAIBEHOM HCCIIEJOBAaHNH.

ToyHocTb

[Tox ToYHOCTBIO TAGOPATOPHOTO TECTa HOHUMAIOT COOTBETCTBHE €I0 pe3yJIbTa-
TOB UCTHHHBIM BelW4YMHaM. HeTouHBIH TECT — 3TO TECT, MoKa3aTesn KOTOPOro
OTKJIOHSIOTCA OT MCTUHHBIX BEJIMYMH HECMOTPS Ha TO, YTO OHM MOTYT BBI-
mIsaeTs peanuctudHo (puc. 1-1A). B ximHUYeckoM J1abopaTopHOM HCCIIe10-
BaHWW TOYHOCTB Te€CTa NMPHUOJIKEHA K MaKCUMaJIbHOM Oaroapsi KaauOpoBKe
11a00paTopHOTro 000PYIOBaHMS C TOMOIIBIO pe)epeHTHOTO MaTepuaa, a Tak-
e B pe3yJbTaTe MPOBEIEHHs IPOrpaMM MO KOHTPOJIIO KaueCcTBa.

HocToBepHoCTb (BOCNPOM3BOJMMOCTb; NOBTOPHOE COBNafjeHUe
pe3ynbTaToB)

J10CTOBEpHOCTDH pacKphIBa€T OBTOPHYIO BOCIIPOM3BOIMMOCTD TECTA IIPU UC-
TI0JIb30BAaHUN AJTMKBOT MPOOBI OAHOTO M TOTO K€ OMOJIOTHYECKOr0 Marepha-
na. HemocToBepHEI TeCT — 3TO TECT, MAIOIMIKi MHUPOKUi pa3dpoc pesyasraTa

Tabnuuya 1-2. XapakTepucTuka AMarHoCTUYECKUX TECTOB

1. IMarHoCTN4eCKNit METOL ONMCLIBAETCS B AeTansX, 4T0ObI MOCTAHOBKA TECTa OCYLLECTBAANACh
TOYHO M Haf@XHO.

2. MocTaHoBKa TeCTa N0Apa3yMeBaeT TOYHOCTb U aKKYPATHOCTb €ro BbINOHEHUS.

3. CyLLecTByeT onpeeneHHblii AnanasoH HOpManbHbIX Pe3ynbTaToB.

4. YyBCTBUTENBHOCTb M CNEUNUYHOCTL TECTA MOTYT ObITh HALEXKHO ONpPeLeneHbl NyTeM CpaBHe-
HWUA C «30M10TbIM CTaHAApTOM». MeToA AUarHOCTUKI OLiEHUBAETCA Ha psiae 60MbHbIX C pa3nny-
HbIMU, HO OZJUHAKOBO HEACHBIMI HAPYLLEHUAMN, HA FPynnax 60MbHbIX C YMEPEHHbLIM 1 OCTPbLIM
TeyeHeM 3a60MeBaHms, a TAKXKE Ha NeYeHbIX 1 HeneveHbIX nauueHTax. Kputepum n npoueaypa
BbIOOPA NALMEHTOB COOTBETCTBYHOLLE ONMCLIBAKOTCA, M 3TO NO3BOMSET HE JONYCTUTb OLLINBOYHO-
ro 06006LLeHNs Pe3yNbTaTos.

5. ECnu uarHoCTu4ecKnin TeCT ABASETCA 4aCTb0 COBOKYMHOCTU TECTOB, €0 NOCTAHOBKA BHOCUT
BKMAZ B UX 06LLMIA AMArHOCTUHECKMIA NepeYeHb.




16 CI'IpaBO‘iHI/IK Nno AnarH0CTn4ecknm Tectam

A b B

Puc. 1-1. CpasHeHne TOYHOCTN W AOCTOBEPHOCTM MArHOCTYECKMX TECTOB. LIHTp MuLLeH npeacTasns-
€T CO60I MCTUHHYIO BENMYUHY UCCneayemMoro 06bekTa. Ha pucyHke A nokasas A0CTOBEPHbIN, HO HETOY-
HbIA ANArHOCTMHECKWiA TECT; NPY MOBTOPHOM U3MEPEHNM Pe3ynbTaThbl OCTAIOTCA TEMU XKe, HO Npu 3TOM
CW/bHO OTIIMHAIOTCA OT UCTUHHBIX BENUYMH. Ha pucyHke b n306paxeH HETOYHBIA U HEJ0CTOBEPHbIA
TECT; NOBTOPHOE U3MEPEHNE AeT Pa3NnyHbIe Pe3ybTaThl, KAXAbIA U3 KOTOPbLIX OTAINYEH OT UCTUHHOTO.
PucyHok B oTpaxaeT naeanbHblil TECT, ABNAIOLUMIACA OAHOBPEMEHHO KaK TO4HbIM, TaK 1 JOCTOBEPHBIM.

IIPY TTOBTOPHBIX ero rnocraHoBkax (puc. 1-1B). JlocroBepHOCTh THarHocTH-
YECKHX TECTOB, KOTOpAas OTCIIC)KUBACTCS B KIIMHUYECKOM J1aboparopun Oia-
rofapsi UCTIOJIb30BaHNIO KOHTPOJIBHOTO OMOJIOTMYECKOT0 MaTepHaa, JOJKHA
OBITh TOCTATOYHOU JJIS TOTO, YTOOB! TU(D(HEPEHITUPOBATH KINHUIECKHAE M3Me-
HEHHUS B COCTOSSHMM OOJBHOTO Ha OCHOBAaHMHU aHAJTMTHUECKOH M3MEHUYMBOCTH
pesynbratoB Tecta. Hampumep, nuddepeHunpoBaHHbIA TOJICUET JEUKOIH-
TOB «Ha TJIa3» He 00JIaJaeT JIOCTATOYHOM JTOCTOBEPHOCTHIO JUISI BBISBICHHS
Ba)KHBIX M3MCHEHHH B PACIpeJielICHUH TUIIOB KIIETOK, TaK Kak Oasupyercs
Ha CyObEKTHBHOMW OIICHKE HEOOIBIIION 10 KOIMMYECTBY KJIETOK (COCTaBISIONIEH
Beero Jimmib 100 ximetok) mpoosl. [IoBTOpHBIE TIOACYETH Pa3IAIHBIME CIICITH-
aJINCTaMU, POBOAMMBIE Ha TOM k€ 00paslie, Jal0T CUIbHO Pa3INYAIONINECs
pe3ynbraThl. ABTOMaTu3upoBaHHbIN AU depeHInaIbHbINA MOCYET SIBISETCS
Ooiee TOCTOBEPHBIM, TaK KaK OCYLIECTBIISETCS C MOMOIIBbIO YCTPOMCTB, UC-
TIOJTB3YIOLIMX JIUTSI KJIACCU(HUKALMH KIIETOK 0OBbEKTUBHbIE (DU3NUECKUE XapaK-
TEpUCTHKH (B 0OpasIie ¢ ropa3o OONBIINM CofepkaHueM (POPMEHHBIX die-
MeHTOB KpoBH — 10 000 k11eToK).

Jlnana3oH HopManbHbIX pe3ynbTaToB

Jlnana3oHsbl 1oxasaresieii HOPMBI SIBIISIIOTCS. METO/I0- M JIaOOPaTOPHO-CIICIH-
¢uuHBIMH. Ha pakTHKe OHM 9acTo MpEICTaBISIIOT cOO0H pe3ysIbTaThl TECTOB,
roy4eHHbIe y 95% HeOonbIIoN MOy, KOTOpasi CANTAETCs 30POBOH;

Ta6nuua 1-3. CBA3b MEXAY YMCIOM JUArHOCTUYECKUX TECTOB U BO3MOXHOCTbIO TOFO,
YTO 3710POBbIA YeN0BEK OYAET UMETb OAWH UK Gonee aHopmanbHbIX pe3ynbTaToB

B03MOXHOCTb TOTO, 4TO O/IWH UMK HECKONbKO
4ucno TecToB PEe3YnLTaToB OKAXYTCA aHOPMaNbHbIMU, %
1 5
6 26
12 46
20 64
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Konunuectso
NPOTECTMPOBAHHBIX
VHAUBMAYYMOB

-2 -1 CpepgHee 1 2
3HayeHue
AHOpManbHble HopmanbHble AHopMmarnbHble
~— pe3ynbTaTbl 3HayeHuA pe3ynbTaTtbl —
(2,5%) (95%) (2,5%)

PesynbraTbl Tecta
(npoueHT oT nonynAummn)

Puc. 1-2. [Inana3oH HOpManbHbIX BEANYMH 06bIYHO ONPEAEnseTcs C NOMOLLbIO ABYX CTAHAAPTHbIX OT-
KNOHEHUI OT CpefHero 3Ha4eHus nokasarenen Tecta (Ha pUCYHKe —2 1 2) B Manoil nonynauuy 3go-
poBbIX [O6POBONbLEB. CreayeT 0TMETUTb, YTO B 3TOM NPUMEpPE Pe3ynbTaThl TECTOB PACMpefenstTes
HOPMaNbHO, OAIHAKO pacnpefenieHne MHOrMX 61oNornYecknx KOMMNOHEHTOB He COOTBETCTBYET NpuBe-
[EHHOMY Ha JAHHOM PUCYHKe.

CJIeZIOBAaTENIbHO, Pe3yIbTaThl TECTUPOBaHUS 5% 310POBBIX MAIlMEHTOB OyAyT
TIOJIOKUTENBHBIME (TTaTosiorndeckuMu) (puc. 1-2). Takum oOpazoM, K HHTEp-
MIpeTaly aHOPMAaJIbHBIX PE3yJIBTaTOB CIEAYET MOAXOJUTH KPUTHYHO — OHU
MOTYT OBITh KaK MCTHHHO TAaTOJIOTUYECKUMH, TaK M JIOKHO MATOJIOTHYECKH-
Mu. Bpady Takxke ciemyer UMeTh B BUIY, UYTO YeM OOJbIIE JUArHOCTHUECKUX
TECTOB HA3HAYACTCsl, TEM BBIIIEC BEPOATHOCTH MOTYUYCHHS JIOKHO ITATOIOTH-
YEeCKUX Pe3yabTaToB. BepoaTHOCTH TOro, 4To OAMH U3 pe3ynsraroB 20 He-
3aBHCHUMBIX TECTOB, HA3HAYCHHBIX 3/[0POBOMY UEIIOBEKY, OyIET HaXOIUTHCS
3a IpeJieNlaM1 AMara3oHa HOpMaJIbHBIX BEJIHYHH, paBHA 64% (cM. Tabm. 1-3).
3HaueHMs, HaXOIINECs] BHYTPH AHWAIa30Ha HOPMAJIBHBIX PE3yJIbTAaTOB, Ha-
IIPOTHB, HE MCKIIOYAIOT HAJIM4YUe 3a00JIeBaHMS, TaK KaK IUAra3oH HOPMBI
HE BCETZa OTIPaHUINBAET PE3yJIbTaThl TECTOB ISl OONBHBIX JIIONEH.

BaxHO Tarxxe 3HaTh, COOTBETCTBYIOT JI JAHHBIE 00CIIEyeMOro MannueHTa
JMara30HaM HOPMBI, TaK KaK HEKOTOpPbIE U3 J1a00paTOPHBIX MapaMeTpOB 3a-
BHCSIT OT BO3pacTa, Moja, MacChl Tea, XapaKkTepa MUTAHUs, BPEMEHU CYTOK,
(u3n9ecKoil aKTUBHOCTH WM 3aHMMaeMoi mo3sl. Hampumep, muama3oH HOp-
MaJIbHBIX BEJIMYMH TECTA Ha COZEPXKAaHUE TeMOINIOONHA 3aBUCUT OT BO3pacTa
u nona. B rmase 3 omucaHbl Auana3oHel HOPMBI 17T HanOosIee pacpoCcTpaHeH-
HBIX OMOXMMUYECKUX U TEMAaTOIOTHUECKUX TeCTOB. O TaKUX XapaKTepPUCTUKaX
IIOCTAHOBKH TECTa, KaK YyBCTBUTEIBHOCTh M CHENU(PHIHOCTD, HEOOXOIMMBIX
JUISL MHTEPIIPETAINU PE3YIIbTaToB, OyIeT paccKazaHo Jaee.

Momexu: uHTepthepupytoLLme (MeLatoLwme onpeaeneHuio) hakTopbl

Ha pe3ynbrars! BRIOIHEHUS JUATHOCTHYECKUX TECTOB MOTYT OKa3bIBATh BIIH-
SIHUE KaK BHEIHHE (IIPUEeM JIGKapCTB), TaK U BHYTpeHHHUE (DAKTOPhI (HAIPH-
Mep, U3MEeHEHHE (PU3HOJIOTHYECKOr0 COCTOSHHS OpraHn3Ma).
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