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YTo K€ Takoe NpeauKTUBHAS MEIUIIMHA? DTO OJHO U3
HAllpaBJICHUU COBPEMEHHOU MEIMUIIWHBI, KOTOPOE HAIIPaBJICHO HA
IIPOTrHO3UPOBAHUE 3a00ICBaHUI YEJIOBEKAa HA OCHOBE
MCCIIE0BaHNS HHINBUAYAJIbHBIX 0COOCHHOCTEN €r0 reHOMa.

MenuinuHCKUEe NEePCIEKTUBBI «ITPEIAUKTUBHOTO
(OpeaynpeauTEIbHOTO) TCHETUYECKOTO TECTUPOBAHUSI
HEOJTHOKPATHO MOAYECPKUBAIMCH TUPEKTOPOM MEXTYHAPOIHOU
nporpamMmel «I eHoM dennoBeka» PpencrucoMm Komnnazom. OgHuM
13 €€ MeTol10B sABJisieTca JIHK ananu3, KoTopbiv MO3BOIAET
BBISIBUTH HACJICICTBEHHYIO IIPEAPACIIONIOKEHHOCTD K IIMPOKOMY
CIIEKTPY 3a00JIEBAHNM U BO3MOKHYIO PEAKIIMIO OpraHu3Ma Ha
BO3JCUCTBHUS HEOJIArONPHUIATHBIX (PAKTOPOB CPE/IbI:
HENPaBUJIbHBIN 00pa3 *KU3HU, BPEAHBIC IIPUBBIYKH, IPUEM
MEIMKaMEHTOB, IIEPEyTOMIICHUE, (DU3NUECKHE HArPy3KH,
IpOMBPETHOCTH U JP.



I eHeTHUeckuy aHaIN3

MonekyJIsapHO-TreHETUYECKUN aHAINU3 - 3TO COBPEMEHHBIM,
TOYHBIM I €OUHCTBCHHBIM HAa CETOAHSIIHUN JCHb MCTO/,
ITO3BOJISIOIINK BBISIBUTH HACIIEICTBEHHY IO
IIPEAPACIIOIOKECHHOCTh YEJIOBEKA K PA3IMYHBIM OO0JI€3HIM
34J10JIT0 JIO MX IPOSABJICHUS. YKE MHOTIO JIET TEHETUYECKHAM
aHaJIW3 MPUMEHSETCS JJISl IPEAYIIPEKICHUS POKIACHUS peOCHKA
C TSKEJIBIM HACJIEICTBEHHBIM 3a00J1€BaHUEM, KOTOPOE MOXKET
IIPUBECTHA K HHBAITUAHOCTHU, YTOUYHEHUS JTUArHO3a
HAaCJIEICTBEHHOIO 3a00J1€BaHuUsl, ONPEACIICHMS OTIOBCTBA. B
IIOCJICIHEE BPEMS TCHETUYCCKUH aHAJIM3 CTAJIM UCIOJIb30BaTh
0oJIee MIUPOKO: JJISI IPEAYIPEKACHNUS YaCTO BCTPEUAOIIUXCS
3a00J1€BaHUM, 00JI€€ TTTYOOKOTO aHAIM3a IPUYMH UX
BO3HHUKHOBEHUS, IO00Pa MEIMKAMEHTOB, B KOCMETOJIOTHH U B
CIIOPTUBHOMW MEIUIIMHE.



KoMy nienecoodpa3Ho mMpoBOJIUTh TEHETUYECKUM aHATU3?

3JI0POBBIM JIFOJISIM, BEAYIIIMM UHTCHCUBHBINA 00pa3 *KU3HU
1 JKEJAIOIIMM 3aIUTUTh CBOU OPTaHU3M OT BO3ACHUCTBUSI
HEOJIAronpHUITHBIX (DAKTOPOB: HENPABUIIBHOE ITUTAHKE,
CTPECChI, TUIIOJMHAMUS (HaIIlpuUMeEp, JIMTEIbHas padoTa 3a
KOMIIBIOTEPOM ) WMJIM N30bITOYHBIE (DU3NYECCKUE HATPY3KU
(CLIOPTCMEHBI, SKCTPEMaJIbHBIN OTAbIX ), HECHOPMHUPOBAHHBIN
paboumnii IeHb M YacThle MEPENICThl CO CMEHOM
KJIMMaTUYE€CKUX TOSCOB M JP.;

300POBBIM YCIICIIIHBIM JFOISAM, CTPEMSIIIUMCS TaK
CIUIAHUPOBATh CBOIO KU3Hb, YTOOBI B CAMbIll OTBETCTBCHHbBIN
MOMEHT 30pPOBbE HE IOABEIIO;



3JIOPOBBIM JIIOJISIM, KOTOPBIE XQTAT OCTABaTHCS 3JJOPOBBIMU U
JAEECIIOCOOHBIMU /10 CaMbIX HPCKIOHHBIX JICT, U HE TPATUTh
CBOE BpeMs Ha OECKOHEYHBIE MOXO/bl B MEAUIIUHCKHUE
YUPEKICHUS, OTIIEKUBATHCSA B OOJIbHUIIAX, ITOABEPTraTh CBOU
OpraHU3M XHPYPru4e€CKUM BMENIATEIbCTBAM U IPH 3TOM
TPAaTUTh MACCY JICHET HA MEJIUKAMEHTBHI, 1aJICKO HE BCET/Ia
3((HEKTUBHEIE.

3a00TJIIMBBIM POAUTEIISIM, 0A0yIIIKaM U JIEAYyIIKaM,
KEJIaoI[M OLICHUTh PUCK T€X MJIU MHBIX 3a00JI€BaHUN Y
CBOMX JIETEH, BHYKOB U CBOEBPEMEHHO MPHUHATH MEPHI JIJIS
TOT'0, YTOOBI MaJIbIII XOPOIIO PA3BUBAJICA U POC 3I0POBBIM.
Ecnn yxe 3a00JieBaHUE CYIIECTBYET, TO BBISIBUTh IIPUYHHY
3a00J1eBaHUs U TOA00paTh 3O PEKTUBHOEC JICUCHUE;



OylyIlIMM Mamam U naram, IUIHUPYIOIIMM POXKICHUE pEOCHKA U
CTPEMSIIMMCS OIITUMAILHBIM QOPa30M IIOATOTOBUTH CBOM
OpraHu3M K 3a4aTHIO 1 BhIHAIIIMBAHUIO OCPEMEHHOCTH, U TEM
CaMbIM CBECTH K MUHHUMYMY YTPO3bI 11 HOPMaJbHOTO Pa3BUTHS
10/1a;

OEpEeMEHHBIM KEHILMHAM, JJIS1 OPEAYIPEKACHUS OCIOKHCHUM
T€YECHUSI OEPEMEHHOCTH (3aJIepKKa pa3BUTHS IIOJIA,
(peToIUIalIEHTapHAS HEJOCTATOYHOCTh) U POAOB (3KJIAMIICHSI,
IPEIKITAMIICHSA );

YKEHIIMHAM, IIPUMEHSIOIAM I'OPMOHAJIbHbIC
KOHTPALICITUBHBIE MPENApaThl U 3aMECTUTEIIbHYIO
TOPMOHAJIBHYIO TE€PAIHIO, YTOOBI CHU3UTh MOOOYHOE JICHCTBUE
3THUX IIPENapaToB U NPEAYNPEAUTH pa3BUTHE TPOMO03a COCYIOB;



JTIOMISIM C OTSTOICHHOM HACHEACTBEHHOCTBIO MO CEPACUHO-
COCYIMCTBIM, SHIOKPHHHBIM;-OHKOJIOTHYCCKHUM, U IPYTHM
3200JICBAHUSIM, JKEJIAIOIIUM 3a01arOBPEMEHHO MPHHSIThH
MEPbI IO CHIKCHHUIO PHUCKA U IIPEAYIPEAUTh Pa3BUTHC
3a00JIEBAHUU;

TIOJISIM, Y KOTOPBIX YK€ €CTh Kakoe-Tn00 3a00JIcBaHKE
1 COOTBETCTBEHHO €CTh HEOOXOAUMOCTh BbISICHUTh IIPUYHHY
3TOTO 3a00JICBaHNUsI, HAPYIIICHNE KAKUX TEHETHYECKUX
M3MEHECHUN 1 OMOXMMHUYECKHUX MPOLIECCOB MPUBEIIO K
3a00/1€BaHUIO, KaK OOJICTYNUTH T€UEeHHE O0JIC3HH, KAaKHE
npenaparsl OyayT HanboJiee 3POEKTUBHBI 4151 KOHKPETHOIO
YEI0BEKa;



Korma Hamo mpoBOAUTE MOJIEKYIAPHO-TEHETUYECKUN aHATIN3?

[ eHeTUECKOE UCCIENOBAHUE — 3TO BO3MOXKHOCTD
IPOrHO3UPOBAHUS 3a00JICBAHUIN U YEM PAHBIIIE €T0
IIPOBECTH, TeM d(P(DEKTUBHEE OYAYT MEPHI 110
OPEIYNPEXKICHUIO HAPYIICHUN (PyHKIIMOHUPOBAHUSA
OpraHu3Ma U pa3BUTHS OOJIE3HU, €CIIM K€ 3a00JICBAHUE YHKE

CYILIECTBYET, TO T€HETUYECKOE UCCIICTOBAHUE ITOMOMKET
BBISIBUTH IIPUYHHY.



I'eHeTHUYECKUHN IIACIHOPT
— JIOOKYMEHT, COJep:Kalliuiu
MHQPOPMAIHIO 0
reHETUYECKOM KOJIe
yeJsioBeKa. dta HH(OpMaIysa
MOXKeT ObITh MOJIydeHa B
xoge aHanuza JIHK wu
3a(pUKCHUpPOBAaHA B  BH/JE
oIpezesieHHON KOMOMHAIIU
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J1J1s1 cocTaBJIeHU
2eHemuuecKo020 nacnopma
HCCielyeTcs KpoBb — IIPOLE]]

HCCIeOBaHUs He CIIOKHEE, UeM
JIJIsI IIPOCTOT'O aHAJIN3a KPOBHU.
CoBpeMeHHbIE TEXHOJIOTUH
II03BOJISIIOT MCCJIEIOBATH MOJIEKYJIbI
JTHK, comepkaiiyecs B Kj1eTKax
KPOBU U MOJIYYHUThH BCIO
HeOOXO0ANMYI0 HH(OPMAaIIHIO.
ITocJie Bcex ucciieIoBaHUN
2eHemuvecKuil nacnopm
MO3KET XpaHUTHCA Y Bac, 00 Y
Bpaua. CaMu uccie0BaHUA
IIPOBOSITCS IOCTATOUYHO OBICTPO,
cOOCTBEHHBIN 2eHemuuecKuil
Nnacnopm MOKET II0JIyIUTh JI000MH
yeJIOBEK B JIIDOOM BO3pacTe

GCA AGA GAT AAT TGT,,

MM.ASHG{“
K

)




M c110/1p30BaTh MOJIY4YEHHYI0 HH(MOPMAIIHIO
MO>KHO IO-Pa3HOMY, IIQ3TOMY CYILIECTBYET JIBE
PA3HOBHUAHOCTH 2EHEMUUECKUX NACNOPMOS.
THK-npogduan, uiu
udeHMuUPUKAUUOHHBIU 2eHemMuYHecKuil
nacnopm, IpUMeHsIETCS JIJIs YCTAHOBJIEHUS WJIN
IIOTBEPKAECHUS JINYHOCTH YeJIOBEKA.
I'enemuueckuit nacnopm 300po6bs
IIOMO>KET BBIIBUTD ITPEAPACIIOJIOKEHHOCTD K
Pa3JIMYHBLIM 00JIE3HSAM, Ha €70 OCHOBE MOYKHO
COCTaBUTH KOMILJIEKC IIPOPUIAKTHUECKUX 1
TUATHOCTHYECKUX MEPOIIPUATHH U
IIPEIOTBPATUTh BOBHUKHOBEHHE 3200J1€BAaHUA
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FrEEHETUYECKAA KAPTA
PEMNPOAYKTUBHOIO 310POBbA

(2) 8))

Kapsnorwn Meamuxo-reneTmeeckoe
KOMCYALTHPOBAMME
CYNPYXecxos napbl

(3) (4)

AnarsocTwea CBEAEHMRA O

reYOPOINIOTHOCO CYNPYTE:

HOCHTENLCTRA:

* MyKoBHCUMAOS; ¥ Kognootin ¢23;

*MuoamcTpodmus Lowenma; | 2- TOCTH Ko

4 ; rETOPOINIOTHOS

FomoPwmen A; MOCHTENLOTHO
* DeHNNKCTONYDWRA; MYTaLUMA
o AQDPOHO-TOHKTANLMLIA ranbonee
CHNHADOM; HACTMX
- MOMOTreMNLIX

M o Goneswen (3).

arpodma,

KOMCYNLTAUMM FEHETHUKA U AXYLUEPA;
MHOOPMALMA ANA BPAYA U BEPEMEHHOH,
BHIPABOTKA TAXTHKM BEAEHHMA BEPEMEHHOCTH,
NPAKTHUMECKHE PEXOMEMOALMMK

(5)

TOCTHROBANME HACNOACTROHHOR
“NPCARACHONOXEHHOTTH =
TpombGoPmuamn: FV, MTHFR. PAI-1.
PLAT. GPWa, Pr. Fa(7)

focroas GSTH, PAI- 1, TNF-a eNOS.
ACE, PON. GP-Ilta HLA-G, GSTV-1,
mEPMX{10)

MIPUBMNNOE MHORMNAWHBANKE:
GSTM 1, GSTTI, GSTH, DRB1T, DOA1L,
DB, MTHFR(7)

Analer nepeoro rwna: HLA DR » DO
(DRI n DR4), Mic-A, VDR3, CTLA4(6)
Awuaber aroporo rwma: DOB 1, ACE,
TNF-a PRARA, PRARD, TCF7L2
Angomerpuos: GSTTI, GSTMT.
CYPI9 miEPOX. NAT.2, TNF.a IL4R,
CYPIAI (B)

Ocreonopoa: VOR3, COLTAI, CALCR.
ER-1(4)

Bpowxwanswan acrma: GSTTI.
GSTM?, TNF-a N4, IL4R, Nos T (6)

HOPACXOXR0MNE XPOMOCOM
B MOHO3IC # AODOKTM RPN
Nopanost TpyGumw: MTHFR, MTTR(2)




3aKJIl04eHa nHPOpMALUA O TeX
y4acTKax reHoMa, KOTOPbIE CTPOTO
HUHAVNBUAYAJIbHBI JIJIA KAXK/I0T'0O
yesioBeKa. B mmporecce pa3dBuTHUA HAyKU
O F'eHaxX M HaCJIeICTBEHHOCTH —
2eHeMuKU, y4eHble IIPUILIN K BRIBOAY, ,
YTO KAXKIbIU YEJI0BEK UMeeT B CBOEM
reHOMe YYAaCTKH, KOTOPbIE HUKOTI/IA He
BCTPETATCA Y IPYTOT0 YEJIOBEKA U HE
MEHSAITCS C BO3PACTOM




['eHeTHUeCKUI TacHOPT 3/I0POBbs JAeT BCIO
HeoOXoauMYyIo HHMOPMAaIKIo 0 HanboJiee
BEPOATHBIX 3a00/1eBaHUSI KOHKPETHOI'O YeJIoOBeKa, U
Bpad CMOKET COCTAaBUTh JIJIsl BAC MHAUBUAYaIbHBIH
IIJIaH 00CIeJOBAaHUN U MEPOIIPUATHH 11O
IpoPUIAKTUKE 3THUX Ooe3Helr. Eciiu ke 00/1€3Hb
y»Ke Haduajlach, 1 UMeeT HacJedCTBEHHYIO
00yCJIOBJIEHHOCTD, HAUAJIO JIEUEHH s HA PAaHHUX
ATamax IIOMOKET CIIPAaBUTBLCA C Hel OBbICTpeE.



HennBa3suBHaA nmpeHaTaJabHAasA JUATHOCTHKA PE3YC
(pakTOpa 1042 MOJIEKWIAPHO-TEHETUUYECKUM
METOAOM

JIJ1 4ero Hy»KeH aHaJInu3?

OaHNM M3 OCHOBHBIX HaIllpaBJEHUU AeATEIbHOCTU
COBPEMEHHOU MEAUNIINHBI ABJIAETCS CHUXKEHHE
IIEPUHATAIBHOU CMEPTHOCTH M IEPUHATAIBHOU
3abosieBaeMocTH. I'emoanTHyeckas 001e3Hb ILJI0a
1 HoBopoxkZeHHoro (I'bIIuH) BauseT Ha o6a 3Tu
IIOKa3aTeJis.



HecoBMecTHMOCTS 110 pe3yc~PaKTOpy- O/iHA U3 CaMbIX
yacTeixX npudunH I'blIuH. Korga orery rerepo3urorex
1mo reny RHD, a maTh pesyc- «-»oTpunarenbHa, B 50%
caydaeB peOeHOK OyIeT pe3yc «+», B 50% pesyc «-».
TeMm He MeHee, B HAacTOs1IIlee BpeMsi 0epeMEeHHOCTbD Y
»KEHIINHEBI C PE3YyC «-» KPOBBIO OT MY>KUHHBI PE3YC «-»
KPOBBIO BeJleTCA Kak 0epeMeHHOCTD IIJIOZOM C Pe3ycC
«+» KpOBbIO. | IpeHaTasibHasA AUAarHOCTHUKA CTaTyca B
ATUX CJIy4aAX UMeeT UCKIIUUTEIbHYIO Ba>KHOCTD,
II0OTOMY YTO IIPU BBIABJIEHUMN OTPULIATETIBHOT'O PE3YyC —
dakTOpa mi1oaa JaIbHEUIINEe aHAJIN3bI 110
OIIpe/ieJIEHUIO TUTPA aHTUTEJ U IIPOILeaYPHhI
CTAHOBUTCA HEHY>KHBIMU.






75% +, 25% -

MUHYC 50% +, 50% -

MUHYC 50% +, 50% -

MUHYC MUHYC MUHYC

Pesyc oTia Pe3yc maTepu Pesyc pebeHKka BepoAaTHOCTB
KOH(QJIMKTA

BEPOSATHO

50%

BEPOATHO

PEZIKO



AHanu3upyercsa BeHO3Hasi KpOBb OepeMeHHOU JKEeHIITNHEI,
cozep:kalnas HeOoIbliIie KoJanuecTBa BHeKIeTouHol [JHK
1oga. Llupkyaupyroiiye BHeK/JIeTOUHbIE I10AHbIe JIHK-
ATO KOPOTKHE YYaCTKH IJIOAHBIX HYKJIEMHOBBIX KUCJIOT,
IIUPKYJIUPYIOIINUX B MATEPUHCKOM KPOBU, IIOSBJIAIOTCA B
KPOBOTOKE MaTEPH y:Ke Ha 1 —OM Mecslie 0epeMeHHOCTH U
COCTaBJISIET 3-5% OT BceX MUPKYJIHUPYIOIUX B KPOBU
bepemenHoll BHeKIeTOUHBIX JIHK. YyBCcTBUTEILHOCTD
CIIENN(PUIHOCTD MOJIEKY/ISIPHO-TEeHETUUECKUX METOJ0B
(95-100%) maeT BO3MOKHOCTD OIIPENEINUTH HAJIUUHE B
m1a3Mme bepemenHou JIHK 1mioga, comepakaiiein
dparmenTsl reHa PhD (kogupyet 6e0x PhD).
OOnapy»kenue Takux ¢gparmenToB JJHK B rm1a3zme
OepeMeHHOMU IT03BOJISIET ¢/Ie/IaTh 3aKJII0UeHHE O Pe3YyC-
dakTope 1Io01a.



Oo6cnenmoBanme Ha Rh-gakTop

OtpunarenbHbid (Rh-) Q [Tonoxutenbunid (Rh+)

OOcnemoBaHme My»Ka

Het noBoza auis

OTpunaTeabHbIN ITonoxurenbusbiii (Rh+) OecIIoKoMCcTBa

Het moBoa niisa
OeCcIIOKOHCTBA

OO6cnemoBanne OepeMEHHOU Ha
Hasinuue reHa RHD y mioga
MOJIEKYISIPHO-TEHETHYECKUM
METOIOM

I'en RHD obHapy»xeH I'er RHD He oOHapy:keH

OO01IenpUHSATOE BeJEeHHE
OepeMEHHOCTH C Pe3YC
KOH(MJIUKTOM

Het noBoga gis
OecoKoMCTBa

Pesyabprar
COMHUTEJIbHBIN

IToBTOPHO
o0OcJieIoBaHue
uepes 2 Heleau







Y 4vesioBeKa B HOpMe 46 XpOMOCOM HJIH 23 I1apHI,
HO IIOPOU ITPOUCXOAAT HACJIEACTBEHHBIE
N3MEHEHU S, IIPU KOTOPHIX UHCJIO XPOMOCOM B
KJIETKAaX CTAaHOBUTCA He KPaTHBIM OCHOBHOMY
HaboOpy. ATO MOKET BhIPA3UTCA B HAJTUUNHU
7100aBOYHOM XPOMOCOMBI, MJIU B HEXBAaTKe KaKOU-
JIIO0 XPOMOCOMBI, UYTO 1 Ha3bIBAETCS
aHeyIIoauuen. Pa3angyaoT MOHOCOMUM,
TPUCOMUH U OYE€Hb PEJKHE TeTpa- U IEHTaCOMUMU.



AHeyIIOUANN-2TO U3MeHEHNE YKCIa XPOMOCOM,
KOTOPBIE MOTYT IIPUBECTU K BOSHUKHOBEHUIO
XPOMOCOMHBIX 3abosieBanuii (cuaapom Jlayua, I1aray,
Knauadenprepa, [llepremedckoro-TepHepa,
Idnasapca). [IpenarasbHast 1MarHOCTUKA XPOMOCOMHBIX
aHOMAaJIMM MMeeT IIepBOCTENIEHHOE 3HAaUeHUe I
IPOPUIAKTUKU JAHHBIX 3a001€BaHUIA.



X\

N XpoMocoMa | MOHOCOMMUA TPUCOMU S

13 - Cunzapowm Ilatay (Tpucomust 13,
Tpucomus D)

18 - Cunzpom daBapca (Tpucomust 18,
Tpucous E)
21 - Cunzpowm /layHa
X Cunzpom XXX — B 75% ciryuaeB HaOJII0/1aeTCA
[IlepHemntedckoro- YMCTBEHHAsI OTCTAJIOCTh
TepHepa
Y - XXY-Cunzapom Knaiitadenbrepa

XYY- cungpom XYY




13- Cunapom IlaTtay (Tpucomus 13, Tpucomus D)
18- Cungpom dasapca (Tpucomus 18, Tpucous E)
21- Cunaapom [ayHa (Tpucomus 21, Tpucomusi G)
X- Cunapowm IllepHemedckoro-TepHepa
(MoHOCOMUSA45, X) Cunapom TpuIio-X (47, XXX)

Y Cuagpom Knantandenprepa (47 XXY) CuaAapoM
ANCOMMUHU IO Y-xpoMmocoMe (47, XYY)



Marepuas 114 UCCaeIOBAHHA

B KadyecTBe IIJIOJHOr0 MaTepuaJia Jijisl IPOBedeHUs
IIpeHATaJIbHOU JUATHOCTUKM aHEYILJIOUIUU
HCITOJIB3YIOT JINOO OMOoNTaT BOPCHUH XOpHOHa (IIpU cpoke
OepeMeHHOCTH OT 8 710 14 HeJiesb) 100
aMHHOTHUYECKYIO *KUJIKOCTh (Ha Cpoke OT 16 /10 21
Hezesu). [locsie 21 Hegen UCIIOJb3YIOT KPOBb IJIO/IA,
IIOJIYUeHHYI0 METOIOM KOPJIOlleHTe3a.

Cpoku 5-7 pabouux JHEH.



-BO3PpaCT MaTepu OT 30 JIET

-CEMEMHBIM IIapaM, UMEIOIINM JETEU C
BPOKJEHHBIMHA AaHOMAJIUAMU PA3BUTHA

-110 Toka3zaHusAM Y3U (MapKepbl XpOMOCOMHBIX
IIATOJIOTUU )

-B 1 1 BO 2 TpuMecTpe cHuKeHuA ypoBHA PAPP-A B

coueTaHHH C IOBbIEHHBIM YPOBHEM CBOOOTHOTO b-
XI'



Bce MBI mOX03kH1, HO 6J1arogaps pa3zHoo0pa3uio
XPOMOCOMHOT'0 Habopa KaKJIbIi U3 HaC YHUKAJIEH.
Masteniirie U3MeHEHN A B XPOMOCOMAaX OKa3bIBAIOT
3HAYUTEJIbHOE BIMSAHNE HA PEryINpYyIoue (pakToPhl
opraHusma. IMeHHO 3TU MOJU(PUKAIINHN O0bSICHAIOT HAIILY
HEIMOBTOPHUMOCTh. MEeTOIbI MPEAUKTUBHON MEeIUIIUHBI
ITO3BOJIAIOT aHAJIN3UPOBATh CAMble HE3HAUUNTEIbHbBIE, TAK
Ha3bIBaeMble NOJTUMOP(MHBIE U3MEHEHUS - TOT CAaMbIN
Ba)KHEUIIINU MeXaHU3M, OObACHAIOIUN HAIILy
reHETUYECKYIO HEIIOXO0KECTb.

Taxkum ob6pa3om, mepCcoHATU3UPOBAHHBIE UCCIEIOBAHUS
MeTOAaMU IIPEIUKTUBHOU MEeTUIINHBI MOTYT BbISIBUTD,
IIo4YeMy KaKJbId N3 HAC MO-CBOEMY IIEPEHOCUT OO0JIE3HH,
pearupyer Ha CTPecCC, JIEKAPCTBa, HPOAYKThI IUTaHUA. B
HACTOSAIIee BPEMS 5TO - CAMbIM MOIIIHBIA UHCTPYMEHT,
KOTOPBIN II03BOJISET IIPEAYIIPEAUTD 001€3Hb.



3osorou cranaapt JIHK-auarHocTuKH Ha
CETOOHAIIHUU J€Hb - KOMILJIEKCHOE HCI0JIb30BaHUE
1 IIPSIMBIX 1 KOCBEHHBIX METO/IOB B KAXKIOM
KOHKPETHOM CJIydae: MOATBEPKIAEHNE PE3YIbTATOB
KOCBEHHOU JUATHOCTUKHU Pe3yJIbTaTaMU IIPSAMOM, 1
Hao0opoT. Takol MOAX0/ MO3BOJISAET MOJIYIUTD
HanboJiee TOUHBIN U aJleKBAaTHBIN pe3yJbTaT.



IIpambie meToabl JIHK-AnarHoCTUKHU UCIOJIB3YIOTCA B TEX CAy4asdX,
KOT/Ia U3BECTEH I'eH, OTBETCTBEHHBIN 34 BOSHUKHOBEHHE HACJIEJCTBEHHOIO
3a00JIeBaHMS ¥ OCHOBHBIE THITHI €TI0 HAaTOJIOTHYECKUX MYyTaIHH.
Vcrionp3oBanue npAaMbix MeToa0B JJHK-guaraoctuku meaecoodpasHo Ais
TaKHUX 3a00J1eBaHUI KaK MyKOBHUCIIN/I03 (MaxkopHasa myTainus delF508),
dbenunkeronypus (R408W), xopest I'enTunrrona (axcrnancus CTG-
IIOBTOPOB) U Psijia APYTHUX.

['1aBHOE MpEenMyIIEeCTBO MPAMOTO METO/4a - 5TO BbICOKAas,
IIPaKTUYECKH 100%, TOUHOCTh JUATHOCTUKU U OTCYyTCTBUE HEOOXOJUMOCTHU
JIHK-ananusa Bcex WieHOB sAiepHOU ceMbr. OOHApYyKEHNE MyTallU B
COOTBETCTBYIOIIEM I'eHe IMO3BOJISIET A0COJIOTHO TOUHO MOATBEPAUTD
JINaTHO3 HACJIEeICTBEHHOTO 3a00JIEBaHUSA U OIPEJIEINTh T€HOTUIT BCEX
YJIEHOB OTATOILIEHHON ceMbH. Ellle 0THO JOCTOMHCTBO MPAMOM
JINaTHOCTUKU - BO3MOKHOCTD BBIAABJIEHUA FeTEPO3UTOTHOTO HOCUTEIhCTBA
MIATOJIOTUUECKUX MyTaIlui y pOAUTEIeN yMepiiero 60JbHOTO U €r0
POJICTBEHHHKOB, YTO 0COOEHHO aKTyaIbHO JIJII ayTOCOMHO-PEIeCCHUBHBIX
3ab0JieBaHUM.



KocBennsbie meToabl /IHK-minmarHocTuku
IIPUMEHAIOT B TOM CJIy4dae, eCJIN I'eH, [IOBPEeXKIEeHUE B
KOTOPOM INPUBOAUT K 3a00JIeBaHUIO, HE
UIeHTUPUIIUPOBAaH, a JIUIIb JIOKAJIN30BaH HA
OIIPEJIEIEHHOM XPOMOCOME, UJIN KOT/Ia METOAbI IPAMOU
JIHK-guarHoctTuku He Jal0T pe3yjabTaTa, (Halmpumep,
IIPY 3HAYUTEIbHOHU IIPOTIKEHHOCTH U CJIOKHOU
MOJIEKYJIAPHOM OPraHU3alliy I'eHa, a TAKXKe IIHPOKOM
CIIEKTPE IIaTOJIOTHYECKUX MyTaliill B HeM ). KoCcBEHHEIE
MeToabl JIHK-nuarHoCcTUKM OCHOBAHBI Ha aHAJIN3€E
cerperamuu B CEMbe ajljiejier NOoJUMOP@HBIX MapPKEPOB,
HaXOJAIINXCA B TOM K€ XPOMOCOMHOM PETruOHE WIN
TECHO CIIEIJIEHHBIX C JIOKYCOM 3a00JIeBaHMUSI.



Tpombodunusa — 3abosieBaHHE CUCTEMbBI KDOBU, IIPOSIBJISIOIIEECS B HAPYIIIeHUN
Te€MOCTa3a U CKJIOHHOCTHU K PAa3BUTHIO PEIMIUBUPYIOIIUX COCYUCTHIX TPOMOO30B
(mpeumyIIeCTBEHHO BEHO3HBIX) PAa3/IMUHOU JIOKAJIU3AIUH, ¥ YaCTO BO3HUKAIOIIIEE B
CBA3U ¢ GEPEMEHHOCTHIO, TI0CIIE XUPYPIUIECKOTO BMEIATENBCTBA, TPABMBI HJIU
busnueckoro nepeHanpsokenus. 3aboseBanue 00yCI0BIEHO TeHETUYECKOH (y
30-50% ¢ TPOMOOTHYECKUM COCTOSTHMEM) MJIU IPUOGPETEHHOM TIATOIOTHEN KIIETOK,
a Takke sledpeKTaMu CBEPTHIBAIOIIEN cCTEMbI KpOoBU. HacsiencTBeHHasA
TPOMOOGbWIINSA IPEZCTABIISIET COOO0M MPEPACIIONIOKEHHOCTh K TPOMOO3Y BCIIE/ICTBUE
reHeTU4YeCcKuX JIeDeKTOB KaK CBEPTHIBAIOIIEN, TaK 1 POTUBOCBEPTHIBAIOIIEHN
(aHTUKOATYJITHTHOU ¥ PUOPHUHOJIUTHUECKO ), CUCTEMBI KPOBU. |'eHeTHUYeCcKUui
aHaAJIN3 MMO3BOJIAET BbIABUTH MOJIUMOP(GU3MBbI TeHOB (PaKTOPOB U KOMIIOHEHTOB
CHCTEMBI T€MOCTa3a, KOTOPbIe IIPUBOJAT K X aHOMAaJIbHOMY CUHTE3Y WU
HapyIIeHUI0 GyHKITUOHATbHOU aKTUBHOCTU. DTO TIO3BOJISIET OLIEHUTH PUCKHU
Pa3BUTHSI CEPAEIHO-COCYUCTON MATOJIOTUH U AKYIIEPCKO-THHEKOJIOTHYECKUX
OCJIOKHEHUU, TPOMO05MOO0JINH, BEHO3HBIX U apTEPUATBHBIX TPOMO030B. CKPUHUHT
TreHETUYECKUX 0cOOeHHOCTEN TPOMOOGUMINY ITIOMOTaeT Ha paHHEM 3Talle€ BBHISIBUTD
IPYIITY PUCKA U BHECTU COOTBETCTBYIOINE KOPPEKTUBBI B TAKTUKY BeJl€HUS
IIaI[EeHTOB.



[IprobpereHHble 3a001€BaHUA K§)OBI/I (TpOMOOIIUTO3bI, STUTPEMHUSI,
aHTU(OCHOIUIINHBIN CUHIPOM

ATepockiiepos

MepnaresbHasa apuTMUsd

Bapuko3HOe paciinpeHny BeH HUKHUX KOHEYHOCTEN
ApTepuasibHad TUIIEPTEH3UA

TpaBMbl U XUpypruvyecKkre BMelllaTeJIbCTBa
3J10KaueCcTBEHHbIE HOBOOOPa30BaHUSA
OsxupeHue

bepeMeHHOCTD U ITOCIEPOOBBIN IEPUOT]
[IprieM TOpMOHAJIBHBIX IIPENapaToOB
XUMHUOTEpaIusa

Kypenue

I'mnoknHesusd

UpesmepHble (pU3HUECKHE HATPY3KU



Ciydau Hac/eICTBEHHON TPOMO03MOOIUY B CEMbE

Ciyuau Tpomb03a B aHaMHe3€
eANHUIHBIN TPOMOO3 A0 50 JIET
IIOBTOPHBIE TPOMOO3BI
cydau TpoMbo3a B IF000M BO3pacTe P HATUYUY CEMENHOTO aHaMHe3a
TpoMOO03bl HEOOBIUHOU JIOKAIU3AINHU (IIOpTaJbHbIE, OpPhIXKeeUHbIE€, MO3TOBbIE BEHBI )
TpoM0O03 HESICHOU 3TUOJIOTUHU TIOCIIE 50 JIET

HpI/IMeHeHI/Ie I‘OpMOHaJII)HOI/I KOHTpanernnnuuu nJjin I‘OpMOHa.TII)HOI/I 3aMECTUTEJILHOM
TE€paIliu y XXCHIINH, UMEIOITNX TpOM603bI B aHaMHe3€, I/IMeIOH_II/IX POACTBEHHHKOB 1
CTeHeHI/I pOZ[CTBa C I,Z[I/IaI‘HOCTI/IpOBaHHOI/I HaCJIeI[CTBeHHOI/I TpOM60(I)I/IJII/IeI/I nJIn
ceMelHbIN aHaMHe3 TpOM603M6OJII/I‘-I€CKI/IX OCJIOKHEHUU

OcJ10;KHEHHBIU aKyIlIepCKUN aHaMHE3
Bce 'KeHIIMHBI, IVITAaHUPYIOIHe OepeMeHHOCTD
Cutyanym BbICOKOTO PUCKaA
MaCCHUBHBIE XUPYPTUUECKHE BMEIIAaTEILCTBA
JUIUTEJIbHAS UMMOOMIN3aIUsA

[TpodumakTHKa TPOMOOTHYECKHX OCI0KHEHUH y O0JIBHBIX 3JI0KaUeCTBEHHBIMU
HOBOOOPa30BaAHUIMU



IToxumop
Ppusm

«Heutpaasp [[eHoTHI

HBIN»
reHOTHII

«pHCKa»

IIpoABIeHUA TeHOTHUIIA <PUCKA»

128 loyylol ()0 S 20210 G>A
(daxrop 11

CBepThIBAHUS

KpPOBU)

F5 (daxkTop V 1601G>A
CBepThIBAHUS
KpPOBU)

F7 (dpaxrop VII 10976 G>A
CBEpPTHIBAHUA
KpPOBU)

F13A1 (¢paxrop 9 G>T

XIII cBepThIBAaHUA
KPOBH)

G/G

G/G

G/G

G/G

G/A, A/A Yacrora
- 2-5%.

G/A, A/A, yacrora
- 2-3%

G/A, A/A gacrora
—10-20%

G/T, T/T gwactora
—12-20%

[ToBbIIIEHNE YPOBHA IPOTPOMOUHA B I1a3Me Ha 30%.
[ToTeps mnoza B I TpuMecTpe, HEBBIHAIIMBAHIE
O6epeMeHHOCTH, (peToIUIaleHTapHAsA HeZIOCTATOYHOCTbD,
TecTO3bl, 33/Iep>KKa PA3BUTHA ILJI0/IA, OTCIIONKA IUIAI[€HTHI.
BeHo3zHbie TPOMOO3BI, TOBBIIIIEHNE PUCKA
MIOCJIEOTIEPAITOHHON cMepTH. VlieMuyecKuil HHCYJIbT,
yBeJIMYEHHE PUCKA Pa3BUTUA TPOMO03MOOIUY B 3 pasa.

Pe3ncTeHTHOCTh K aKTUBUPOBAaHHOMY K IIpoTeuHy C.
[Toteps mnona Bo 11 u III Tpumectpax, TpoM603 BEH
HIDKHUX KoHeuHocTel, TIJIA, TpoMO03bI 11epeOpaTbHbIX
COCY/IOB U UIIIEMUYECKUI UHCYJIbT, apTepUabHbIe
TpoMOO03bI B MOJI0/IoM Bo3pacre. IIpu nmpueme
TOPMOHAJIBHBIX KOHTPAIIEITUBOB PUCK TPOMOO30B
MOBBIIIAETCA B 6-9 pas.

ITonuxeHue ypoBHs ¢dakropa VII B kpoBu Ha 30%. 2-X
KpaTHOe CHIKeHUe pUcKa nHdapkTa MUOKapaa. Y
HOBOPOXKJIeHHBIX TeMOpparunyecKuil JuaTe3,KpoBoTeueHue
13 IMYIIOYHOH PaHKH, CJIU3UCTON 000JI0UKU HOCA,
JKeJIyZJ0YHO-KHUIIIEYHOT'O TPAKTa.

Cumkenue ypoBHA ¢aktopa XIII B KpoBu. YMeHbllleHUE
pUcKa BeHO3HOTO TpoMbo3a. [ToBbIIeHHbIHN pucKk HA GoHe
QHTUKOATYJIAHTHOU Tepanuu. ['eMopparudyeckuii CHHIPOM,
OJIUTOCIIEPMHUSA Y TOMO3UTOTHBIX MY>KUHUH, TeEMapPTPO3bI




FGB —
¢pudpuHOTEeH
(daxrop I
CBepThIBAHUSA
13010):379)

AHTATOHHUCT
TKAaHEBOIO
akTHBaTOpa
IJIA3MHUHOTEHAa

ITGA2-a2
WUHTETPUH
(TpoMOOIUTAPHBI
¥ penenTop K

KOJLJIATEHY)

ITGB3 -b
WUHTETPUH
(TpoMOOIUTAPHBI
¥ penenTop
¢pudbpuHOTreHa)

-455 G>A |G/G G/A, A/A

0o s N UNED S -675 5G>4G 5G/5G

807 C>T

1565 T>C

gyacTroTra — 5-10%

5G/4G, 4G/4G
yacTtora — 5-8%

Cc/C C/T, T/T gyacrora
- 8-15%

T/T C/T, C/C uacrora
—-20-30%

IToBbIIEHNE YPOBHA (pUOPHHOreHA B KPOBU Ha
10-30%. IIOBBIIIIEHHBIN B 2,6 pa3a pUCK HHCYJIbTA

C MHOTOOYaroBOCTHIO MopaxkeHui. [IpuBbIaHOE

HEeBBbIHAIIMBaAHUE OE€PEeMEHHOCTH,
deTorIaneHTapHasa HEZOCTATOYHOCTh, THIIOKCHUA
IJIOAA.

[ToBbimienue ypoBHA PAI-1 B KpOBH, CHUKEHHE
(pubpuHOIUTHYECKOMH aKTUBHOCTU KpOBH. [IpUBBIYHOE
HEBBIHAIIIMBaHUE OEPEMEHHOCTH, YBEJIMUEHNE PUCKA
Pa3BUTHUA TAXKEJIOTO TecTo3a B 2-4 pasa. ['unokcus,
3a7IeprKKa Pa3BUTHUS U BHYTPHU YTPOOHAsA CMEPTh IJIO/IA.
[ToBbllIeHNEe pUCKa KOPOHAPHBIX HApyIIeHUH B 1,3 pa3a.

[ToBBIIIIEHHBIN PUCK ITOCIEOTIEPAIOHHBIX TPOMOO30B.
V3MeHeHUe CBOMCTB penenTopa, IPUBOAUT K YBEJIUUEHUIO
CKOPOCTHU aire3uu TpoMOonuTOB. [I0BBIIIIEHHBIH pUCK
nHbapkTa Muokapza (B 2,8 pasa), UIIIEMUYECKOTO
UHCyJsbTa. PazBuTre TpoMO03MOOINUECKUX 3a00IeBaHUH,
[IOCTAaHTUOIIACTUYECKHE TPOMOO3BI.

Huskasa 5 deKTUBHOCTD Tepalluy aCIUPUHOM.
V3MeHeHUe CBOMCTB pelienTopa IPUBOJUT K
ruIeparperanuy TpoMOouToB. I10BbIIIEHHBIN PUCK
nHbapKTa MUOKap/a, TPOMO03MO0THA.
[ToctTpancdysuonHas TpoMboruTonenus. [IoBbIIIIEHHBIN
PHUCK IIOTEPH IJI0/Ia HA PAHHUX CPOKaX




J1J1s1 BepuduKanum Auaraso3a u pa3padoTKU TaKTUKU
JleueHHsI HeOOXOANMBI IOIIOJTHUTETbHBIE
HCCJIETOBAHUA:

AYTB

IIpoTpoMOMHOBOE BpeMSA B CEKYHIAX
®ubpuHOTEH

Arperanusa TpoMOOITUTOB
D-mumep



KpymmHenmunm gOCTHKeHHEM HayKH, 03HAMEHOBABIIIUM
riepexoy B III Teica4yesieTre, aBUIach paciin@poBKa
reHOMa 4eJ0BEeKA. 9TO OTKPHITHUE OIIpeesiAeT HOBbIN
YPOBEHDb PA3BUTHA MEAUIIMHBI BO BCEX 00IACTSX
HCCIe0OBAaHUU. B mepBy1o oyepe b BO3HUKAET
HEOOXOAUMOCTb IIEPECMOTPA XapaKTEPUCTUK
HOPMAaJIbHOT'O (PpU3HOJIOTHYECKOT'O COCTOAHUA OT
OHMOXMMUYECKHX IO Icuxojiorundyeckux. [IpruobperaroT
MaTepPUaJIbHYI0 OCHOBY U IOJJIEKAT PACKPBITHIO
(baxTOphI NPEAPACIIOIOKEHHOCTH K 3a00/IeBAaHUAM,
MexXaHHu3Mbl naToreHesa. 11 Ha 3Toil 0ocHOBe, 0€3yCJIOBHO,
JIOJIKHBI COBEPIIIEHCTBOBATHCA METO/IbI JIEUEHN,
Ipex/e Bcero papMakoTepanms



HayuHnan, MeOuuuHCKan u 9KOHOMUUEeCKasn
ue.ecooopasHocmsv hapmaxkozeHemuueckux
Ppa3spadomox ce2o00HA He 8bl3bleaem
COMMHEHUILL, NOCKOAbKY UX UMM O20M A6AE€MCA
nossluleHue @ exmusHocmu
dapmaxomepanuu ¢ uck.ar0oUeHUem
nNooouUMHbLX delicmauil, Yo cokpawiaem

00y ca081eHHble 0041e3HAMU mMpyodonomepu,
3aHAMOCMb 20CNUMAAbLHO20 hoHOa, pacxoo
aexkapcma.



DapmakozeHOMUKaA — HO8AA HAYKA O MOM, KAK
2eHemMuka sausiem HaA UHOUBUOYAAbHY10 peaKkuuro
Ha KOHKpemHoe aekapcmeo. OHa nomolcem 60aee
g hexmueHo pewramsv MHOIHCECME0 MEOUUUHCKUX
npoo.aem ¢ HQUMEHBUWUM HUCAOM NOOOUHBIX
peaxuuit. Cymo 3ax.nouaemesn 8 /[HK xkaxcooz20
yeaoeexka. B Hacmoawee gpema aekapcmaa
aphexmueHbl 8 30-60% cayuaes.
dDapmaxozeHemuueckoe mecmuposaHile no380Aum
8bLABUMDb MeX 00AbHbBLX, KOMOPHLIM OHU NOMO2YMm
UAU Y KOMOPBIX OHU 8bI308Y M NOOOUHBbLE IPPexmul,
Jdeaarouwiue npuem AexKapcme onacHsvIM.



Hogselinm HatipaBieHueM (apMaKOT€HETUKHU SABJISAETCA N3bICKAaHUE
OPUTHHAJIbHBIX (DAaPMAKOJIOTUYECKUX CPEJICTB, HAlIpABJIEHHbBIX HA
oIpejiesieHHbIe (DEHOTUBI HATOJIOTUYECKHUX COCTOSTHUM U
YyBCTBUTEJIBHOCTD K JiIeKapcTBaM. MiMess KOHEUHOU 1eJIbI0 TaKKe
WHAUBUIyAIU3a1uio (papMaKoTepanuu, Takue pa3paboTKi MOKHO
HCII0JIb30BAaTh B €IUHOM KOMILJIEKCE MOJIEKYJIAPHO-TEHETUYECKUX,
OMOXUMHUYECKUX, (DapMaKOJIOTUIECKUX UCCIE/IOBAHNM, COBMEIIIEHHBIX C
MeJINKO-TEeHETUYECKUMHU U MONYJIAIIMOHHBIMHY oaxozamu. Co3aHue
110JI0OOHBIX CPEACTB, BIIOTH 0 UHAUBUAYAJIbHBIX IIPENapaToB JJis
KOHKPETHOTO OOJIBHOTO, — JIeJI0 Hefaaekoro oyayiero. IMeHHO Ha 3TOM
IIyTH CJIEAYET OKUATh IMIPOPHIBA B JIeYEHNH PACIIPOCTPAHEHHBIX
MYyJIbTU(AKTOPHBIX 3a00JIEBaHUH, BKJIIOUAsl OHKOJIOTUYECKHE U CEPAEeUHO-
COCYTUCTBIE

HccneqoBaHus no papMaKOTeHOMUKE B HACTOsIIee BpeMA IIPUMEHAIOTCA
71 Ha3HaUeHUA JIeKapCTB IIPU TaKUX 3a00JIEBaHUSIX, KAK PaK MOJIOYHOMN
kesie3nl, BUY /CIIN /I u netikemusi. OgHAKO B OyAyIIEM 10151
(dapMaKOreHOMHKH B KJIMHUYECKUX UCIBITAHUIX Oy/IeT HEYKJIOHHO PaCTH.



B nacmosuwee gpema y epaueil umeemcs A0HCHOe
npedyoedcieHue o apmaxo2eHeMmuUeCKOM mecmuposaHuul Kak
00 OYEeHb CA0HCHOM, OOPO20M U HEAOCMYNHOM Memaodoe.
dapmakozeHemuueckoe mecmuposaHue 0OCHO8AHO HA
PYMUHHOU noaumepa3Hoil uenHoil peaxuyuu (IILP). IIpu 3mom
OM 00ABbHO20 HYIHCEH 8CE20 AUWDb 1 MA KPOBU U3 8eHbl. MHo2ue
epauu davice U He NOJ03pesarom, Hmo Hapmaxkoz2eHemuueckuil
mecm 8binoaHaemeca 1 pas 6 dcusHu. IIpu smom He umeem
HUKAKO020 3HaA4eHUR, Ko20a 6epemcea mamepuan 01s
(ﬁcgmmauoeeuemuuecnoeo mecmuposeaHun (npu ooocmpeHuu
Sa) 0.1€6aHUA UAU 8 NEePUOO pemuccul, 00 edbl AU Noc.ae U m.
Ymo kacaemcesa cmoumocmu, mo CNMouMOCNb 8bLAGACHUA
00HO020 NoaumMopdusma He npesbiuuaen cmoumMocmu 00H0O20
aHaAU3a, KOMopbsblil 8bNOAHAEeMCEA ¢ nomowbro ITI[P
(manpumep, Ha BUY-undghexuunro).



Kpowme Toro, B HacTosiIIee BpeMs aKTHUBHO pa3pabaThIiBaloTCA TaK
Has3bIiBaemble [JHK-uumpl, ¢ IOMOIIBI0 KOTOPBIX Y OTHOTO OOJIBHOTO
MOKHO OBICTPO OIIPEAETUTH HECKOIBKO /IECATKOB T€HETUUECKUX
MOJIMMOP(MPU3MOB, XapaKTEPUIYIOIUX YyBCTBUTEIBHOCTh T€X UJIU
MHbBIX JIEKAPCTBEHHBIX CPEJICTB. YK€ OJITUH TaKOU
dapmakoreHetnueckni J|HK-uun paspelien kK puMeHEHUIO B
EBpone, OH co3/1aH 11 BBIOOpA HEUPOJIENTUKOB U
AHTUEIIPECCAHTOB U PEKUMOB JO3UPOBaHUA. BEpOATHO, B CKOPOM
BpeM€eHH OyayT cO3/IaHbl KapAHUOJIOTHUECKHE,
IyJIbMOHOJIOTUYECKHE, TACTPOIHTEPOJIOTHIECKIE, OHKOJIOTHYECKUE,
IICUXHATPUYECKUE YUIIBI U T. . B Oy/yIiieM peub IONIET O CO3JaHUU
dapmakoreHeTHIECKOTO MacnopTa namuenTa. [Ipu aTom Bpay, naxe
BH/IA ITIAIEHTA B IIEPBBIN pa3, IOCMOTPEB €ro
(dbapmakoTeHETHUECKHIA TIACTIOPT, MOXKET BHIOpaTh Hanubosee

3¢ heKkTUBHBIN 1 Oe30MacHbIN IIpenapaT B Haubosee 3ppeKTUBHOM
1 Oe3omacHoO J1o3e. 37ech y:Ke peub UeT He 0 (papMaKoreHEeTHUKE, a
0 (papMaKOTeHOMHUKE



Onucanue uccjiea0BaHUuA Cpox MarepuaJ ajida
HCIIOJIHEHUA | MCCIIeJOBAHUMA

HpeHaTaJIbHaH AUAI'HOCTHUKA

JIMarHOCTUKA aHEYIUIOU UM (BbISIBJIEHNE TPUCOMUH M0 10-14 JHel  8-14 Hes.-OuonTar BopcuH

XOpHOHA
13,18,21,X,Y-xpomocome) 16-21 HeJT.-~-aMHUOTHYECKAs
JKUIKOCTh (AMHHOIIEHTE3)

C 21 HEe.KpOBB IJI07IA

(kopaoneHTe3)

Omnpenenenne pe3yc- pakTopa 1miojaa
3-5 JHeH C 8 HenleTu-KpOoBb
JlvarsocTuKa 3a001eBaHUH, CLIEIUIEHHBIX C II0JIOM marepu (/TA)
OrmpeneneHre My»KCKOTO OECIIONS
YcraHoBJieHME MUKPO/ieieliil Y XpOMOCOMBI (onpenesenne  3-5 THEU He Ba:KHBI-KPOBb
(akTopa azoocmepMuu 1o 14 JOKycam) ImarueHTa (My}K‘II/IHbI)
MoHoreHHbIe HacjIeCTBEHHbIE 3a00JIeBAaHUSA
reMOXpOMaTo3 10-14 Y B3pOCIBIX: KPOBb
7 IJTA

Bosesns KoHoBasioBa-BuiibcoHa AHEHU (SATA)

Y wioza: cpoku:
Cunapowm Kuinbepa 8-14 Hen.-OmonTat
MYKOBHCITHIO3 BOPCUH XOpPHOHA

16-21 HeJI.-
(beHIIKEeTOHY P aAMHHUOTHUYECKAs
[Iporpeccupyomas Mplledynas gucerpodus Jomena- ARESUEE

Bekkepa C 21 HeJ1.-KpOBb ILJIOJIA.



I'eneTnueckasn npeaApacinmoJd0KCHHOCTDb

[IpeapacnosioKeHHOCTh K pa3BUTUIO AT’

8-14 nen.-
[IpeapacnosiokeHHOCTH K pazputuio UBC, UM, N 4 HEJL
OHomnTaT BOPCUH
IIpeapacnoioKeHHOCTh T€HOB CUCTEMBI CBEPThIBAHUA KPOBU XOpHOHa
o 16-21 HeJI.-
N 10-14 1HEen
peApPacioIOKEHHOCTh K PA3BUTHIO JIETEHEPAIINU CETYATKHU aMHHOTHUYECKas
YKUJIKOCTD
ITpeapaconoKeHHOCTh (aMHHUOIIEHTES)
K pa3BuTHIO OkupeHust 1 C/l 2-ro TuIa u 0KUpeHust C 21 HeJI.KPOBb
[IpeipacnosioKeHHOCTh K Pa3BUTHIO OCTEOTIOPO3a, HEIIEPEHOCUMOCTD 1J10/1a
JIAKTO3BI (Kop/oLIeHTES)
[IpenpacosioKeHHOCTh K Pa3BUTHIO paka MOJIOUYHOM JKeJie3bl U
SIMYHUKOB
Nudexuu [111P
Bupyc renatuta B,C, kauecTBEHHBIN 1 KOJIMUYECTBEHHBIN
Bupyc renatuta A,D kauecTBeHHbIN Hesmpras kposn
il ! (c OTA)
['eHoTMIpOBaHMe BUPYCHOrO rematura C 2-3 MHA

Omnpeniesienre NoaUMOpP(PHU3MOB B TeHE UHTEPJIEUKUHA
(mporuoctuyeckuii paxtop addek. teyenus BI'C)




¢dapmakoreHeTuka

Onpenenenne 1036l BapdapuHa (moaumMopdusm B reHax 5-7 JHEH Kposs (¢
VKORC1, CYP2Co9) O/TA)
IIPOUCXOXKIEHUE

OrmpenesieHre TPOUCXOKAEHUs (TalIOrPYIIIIbI) IO 17 14 1HEN ByKka/IbHBIN

MapKepaMm Y-XpOMOCOMBI BIUTETUU
(bepercs

OnpeznesieHue 15 STR ayTOCOMHBIX MapKepPOB 10 JHEU obOpasery moj
IIIEKOU C
IIOMOIIIBIO
IIIETKH)

JOoTI0/THUTEIbHBIE YCIIYTU

Brizmenenne JIHK 13 o6pasioB 6romaTrepuasia 1 IeHb JIroboii Buj
buomarepua
J1a




